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Pe3iome

Hopywenns okucnenns scupnux kucrom (FAODs, fatty acid oxidation disorders) — epyna cnadkosux 3axeopioeats 00-
miny peuosurn (CXOP), 06yMo61eHUX NOPYUWEHHAMU MIMOXOHOPIAIbHO20 B-0KucHenHs acupHux kuciom (KK) enacniook
Oeghexmis 2enis, sKi KOOYIOMb hepmenmu, mpancnopmepu, MeMOPAHHI KAHAIU MA Peyenmopu, o onocepeoKkogyioms yetl
npoyec. 3azanvuoio pucor danoi epynu CXOP € enepeodediyum, nog'ssanuil i3 npueHiYeHHAM eHepeemuinoz0 0OMIHY
Y MIMOXOHOPIAX uepe3 3HUNCEHHs NPOOYKYIl KeMOHO8UX Mil ma cyocmpamy Yukiy mpukapOoOHO8UX KUCIOM — ayemui-
rkoensumy A. Ockinvku enepeodediyum € 3aeaivHum namozenemudnum gaxkmopom eciei epynu FAODs, manighecmayis
YUX CNAOKOBUX 3AX60PI06AHb € NOOIOHOIO, [ Tuule OJisL OKPeMUX HO30102i NPUMAMAHHI Ne6Hi 8IOMIHHOCMI Y KIIHIUHIl
Kapmuni, 8i0nosiono, yi poznadu nompebyroms nodibrnozo nikysaunns. Illouamkosi nposeu FAODs 6 neoHamanbhomy ma
PAHHbOMY OUMAYOMY iyl Hauuacmiuie 8KIIOUAOMb KAPOioMIOnamilo, OUCPHYHKYII0 NeuiHKy ma 2iNOKemoOmuyHy 2ino2ii-
xemir. [ns HosoHapoOddcenux i3 FAODSs 20106H00 Hebe3neKo € WeUOKONpocpecyoyi Kpuzoei Cmanu memaoboiiynoi de-
KoMNneHcayii i3 msad’CKuMu, 4acmo (amaibHuMu Haciiokamu. Y nionimkogomy iyi, KPiM HA6eOeHUX 8ANCKUX CUMNIOMIE,
MOACYMb MAKONHC BUHUKAMU eni300U padOoMioNi3y.

OcKinbKyu mpueaii iHmepeaiu Midc nPULOMAMU inci € OOHUM 3 OCHOBHUX (PaKMOPIs, W0 NPOBOKYIOMb enizoou mema-
boniunoi dexomnencayii y nayienmie iz FAODs, kawouosum incmpymeHmom ix npo@iiakmuku € YHUKHeHHS mpueaiozo
20100y8anns. Y unaokax po3eumky MemadoniuHux KpUu3oeux cmamie 3acmocogyioms CUMRMOMAMuUYHe 1IKY8aHHs 13
66edenHAM KapHimuny 3a noxasauuamu. Ocobausa poiv KapHimuHy nonsdedac y uo2o 3aiyuenHi 00 mpancnopmyeants
0ogeonanyr2osux KK uepes membpany mimoxonopiil. Jlixysaunus FAODs, cnpuuunenux degiyumom pepmenmis, cyo-
cmpamamu akux € 0ogeonanyrozosi KK, nepedbauae 3acmocy8ants 0iemu 3 00MeNceHum MIiCmom AHcupie ma 000a8aH-
HAM 8 payion cepeOHbOIAHYI0208UX mMpu2iiyepudie ma 0okosazekcacnogoi kuciomu. Yenix y nikysanni CXOP sax maxux,
i FAODs 30kpema, OesnocepedHbo nos'sazanuil i3 paHHiM UABLEHHAM X80POOU | NOYAMKOM NIKYBAHHA, OCKINbKU PYUHIE-
HUUL 6NAUE MOKCUYHUX Memaboimie Ha 6HYMPIWHI OP2anu [ 20108HUN MO30K 30I1bULYEMbCsL 6ION0BIOHO 00 MPUBATLOCTI
ekcno3uyii' i npu38o0UmMs 00 iX He360POMHUX YUIKOOJICEHb, 3AMPUMKI QI3UUHO20 MaA PO3YMOBO20 PO3GUMKY.

Hiceum incmpymenmom pannvoeo susigienns nogonapooicenux iz CXOP € npoepamu po3wupenoco HeonamaibHo2o
CKPUHIHZY, 6NPOBAOINCEHH AKUX, 3a oyinkoto BOO3, cmano HatlOinbuum 00CASHEHHAM CUCTEM OXOPOHU 300P08 sl PO3-
BUHYMUX KpaAil C8IMY NO 3HUJCEHHIO pieHie oumsayoi cmepmuocmi ma inganionocmi 3a nepuii 10 pokie 21-20 cmopiuus.
Y 2019 poyi npoepama poswupernozo ckputiney Hosonapoodxcenux Ha CXOP cmapmysana 6 Yrpaini 3a iniyiamueu J[Y
«IIAT im. akao. O. M. Jlyx ’anosoi HAMH Ykpainu», BI'O “Acoyiayis neonamonozie Ykpainu” ma TOB “K/[I] “Dapm-
oiomecm” (Baby Screen, https://baby-screen.com.ua).

Oo0ni€ro 3 20108HUX NPUYUH, AKA 0OMEAICYE MaAco8e 3acmocy8antsa yiei diaenocmuunoi npoyedypu, € HedoCmamus
inghopmosanicms i Hacmopodicericmo nikapie cmocoeno CXOP, npuuun yux msajicKux 3axe0pioears, daleopummis oia-
2HOCMUYHO20 NOWYKY, Ni0X00i8 00 NIKY8AHHs ma cynposody nayicumis. Icnye eocmpa nompeba y cmuciitl MeOuuHiu
ingopmayii, wo exnIOUaAE: KOPOMKULL ONUC OKPEMO20 2eHEeMUUH020 0epeKmy, Xapakxmepucmuky 6ioXiMivHux nopyueHs
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ma nepenik MapKepHux peyoguH, wo HAKONUUYIOMbCA Yy Kposi ma ceyi nogonapoodicenozo i3 CXOP; npoyedypu nep-
BUHHUX MA YMOYHIOIOUUX T1AOOPAMOPHUX 00CHIONCeHb, KIIHIUHI NPOASU X60pOoOU; cmpamezilo NiKY8AHHA Ma NPOCHO3.
3a piwennam komanou sukonasyie npoepamu Baby Screen, ys ingpopmayis nooaemocs y opmi cmuciux npomoxois.
B oawniti nyonixayii nasooumo eicim Kniniunux IIpomoxonie, siki niocomosneni Komanoow gaxisyie 3 memaboniunoi
nediampii, MeOUUHOT ceHemuKku ma 1a60paAMoOPHOT AHATIMUKU, SAKT NPOUULIU HABYUAHHS 8 NPOBIOHUX MEOUKO-2eHeMUYHUX
yenmpax xkpain €C ma pe2yiapno npulimMaoms y4acmes y mpenineax ma HAyKo60-NpaKmudHux ceminapax no yii me-
mamuyi. [Joceperamu ingpopmayii, wo Hasedena 6 Illpomokonax, € midcHapooHi ma Hayionarvui Hacmanosu 3 po3uiu-
PEH020 HEOHAMANbHO20 CKPUHIHZY, Caumu Npo8iOHUX opeanizayii, AKi cneyianizyromsca Ha 0iaeHoCmuyi ma HiKy8aHHi

CXOP, 3acanvrogioomi moHoepaghii ma nepioOuuni 6uOaHHs.

Knrwuoei cnosa: nosonapodsicenuii; cnadxosi nopyuienn oominy pedosun

BcTyn

[Moumnaroun 3 2019 poky, Ha CTOpiHKAX XYpHAIY
“Heonatounoris, Xipyprig Ta mepuHaTadIbHa MEIUIIH-
Ha” PeryiaspHO 3 SABIAMHCS MyONiKamii, TpUCBIYCHI
MUTAHHSIM PO3LUIMPEHOTO CKPHUHIHI'Y HOBOHApOIKe-
HUX Ha CIaJKoBi XBopoOu oOMiny peuoBuH (CXOP).
@dakTHYHO Yy KOXHOMY JApPYyroMy HOMEpi XypHaiy,
BUJIAHOMY IIPOTSITOM OCTaHHIX TPHOX POKiB, OyI0
omy0OIiKOBaHO MaTepialn, SKi CTOCYBAJIHCSA OKPEMHUX
acnextiB CXOP. 3pocTaHHs KiJIBKOCTI TaKHX TeMa-
THYHUX NyOJdikanii Oyno moB’s3aHe i3 cTapToM Ha-
[[IOHAJIBHOTO MPOEKTY 3 BIPOBAJKEHHS PO3MIUPEHOTO
HEOHATaJBHOIO CKPHUHIHTY 3a iniuiatusu Y “IITAT
iM. akag. O. M. Jlyk’snoBoi HAMH VYkpaiau”, BI'O
“Acomiamis HeonaTtosoriB Ykpaimu” ta TOB “KILL
“@apmbiorect” (Baby Screen, https://baby-screen.
com.ua). Ciig 3a3HAYMTH, 10 OJHIEH 3 TOJOBHHUX
NpUYMH, siIKa O0OMEXy€e MacoBe 3acTOCyBaHHsS Iiel
JIarHOCTUYHOI MpOIEeAYypH, € HeaoCcTaTHs iHpopMoO-
BaHICTH 1 HACTOPOXKEHICTh JiKkapiB ctocoBHO CXOP.
[inkoM mpupoAHBO, MO came xypHal “Heonaromo-
rist, Xipypris Ta mepuHaTaIbHa MEAUIIMHA  CTaB JXKe-
peJIoM IOUIMPEHHS HAyKOBO-METOAMYHHUX MaTepialiB
npo CXOP Ta po3mupeHuil HeOHATAIbHUNH CKPUHIHT
3 OISy Ha BEJIMKY ayAMTOPII0 YMTadiB XKypHAIY ce-
pel HEOHATOJOTiB, MeAiaTpiB, QaxiBIiB 3 MEIUIHOT
TEHETHUKH Ta JiKapiB CyMIXHHUX CTENiadbHOCTEH.

3a yac, 10 MHHYB 3 MOMEHTY 3allyCKy MpOEK-
Ty Baby Screen y 2019 p., Oysio BUKOHAHO 3HA4YHY
pobory mo omnTuMmizanii JyabopaTOpHUX TIPOLECIB,
YIOCKOHAJIEHHIO MNpPOLEAYp CTaTHCTHYHOI 00po0b-
KM JaHUX Ta PO3PaXyHKy I'DaHMYHHUX 3HAYCHb BMic-
Ty MapKepHHX PEYOBHH y CyXHX 3pa3kax KpoOBi, IO
BinmOWpamThCs 3 T ATH HOBOHApo/KeHux. Jlpaiie-
POM LMX 3MiH 3’SIBHJIOCS CYTTE€BE 3POCTAHHS MOTOKY
nabopaToOpHUX AOCHIJUKEHBb 1, BiAMOBIAHO, 00’eMy
NEePBUHHUX JaHUX, II0 CBIAYUTH HPO CHPHHHATTA
Ta 3aIiKaBICHICTH JIKapiB Ta O0AaThKIB y pe3yibTaTax
pO3MHUpPEHOTO HeoHaTalbHOTO cKpuHiHTy Ha CXOP.
3pocTaHHA iHTEepecy JiKapiB Ta POAUH 0 CYy4YaCHUX
METO/IIB PAaHHBOTO BUSIBICHHS '€HETHUYHUX PO3JIaaiB
00MiHy pe4oBHH OyJl0 O4YiKyBaHHUM, OCKiJbKH Oara-
TOPIYHUN AOCBIJ BUKOHAHHS MPOTPaM PO3LIMPEHOTO
HEOHATAJBHOI'0 CKPUHIHTY y MIPOBiTHUX KpaiHax CBi-
Ty CBiUUTBH, MO I OOCTEKEHHS € €TUHHUM Ji€BUM
IHCTpyMEeHTOM JocumntomMuoro BusBieHHs CXOP. 3a
oninkor BOO3, HaliOiapmKUM JOCATHEHHSIM CHCTEM
OXOPOHH 3/10pOB’sl PO3BUHYTHUX KpaiH CBITYy MO 3HH-
JKCHHIO PIBHIB TUTAY0I CMEPTHOCTI Ta iHBaIiZHOCTI
3a mepmri 10 pokiB 21-ro cTopivyds cTaio BIpOBa-
JUKEHHS TaHJAEMHOI Mac-CIIeKTPOMETpil 1 mepexia 1o
PO3LIUPEHOTO HEOHATAIBHOTO CKPUHIHTY.

[TapanenbHO 13 MOKpPAIIEHHSIM I1HCTPYMEHTAlb-
HOTO Ta NMpoTrpaMHOro 3abe3nedyeHHs adopaTopHOT
JaHKU TpoekTy Baby Screen #mno ymockoHalleHHS

po6OTH MYTBTHAMCIUIIIIHAPHOI KOMAaHAM JiKapiB Ta
¢axiBuiB 3 KJIiHIYHOI NabopaTopHOI aHaliTHKH. 3a
4ac BUKOHAHHS MPOEKTY IMEpeNiK CHaJKoBUX MeTabo-
JIYHUX TOPYIIeHb, 010XIMIYHI MapKepH SIKUX BHSBIIS-
IOTBCS METOJIOM TaHJIEMHOI Mac-CHeKTpoMeTpii, Oyio
posmupeno 3 31-1 mo 44-x Ho30MOTIi. Taka KiIbKiCTh
CXOP minkoM BiIMOBigae mporpamMaM HEOHATAJIBHOTO
CKpHUHIHTY nepenoBux Kpain €Bpomneiicbkoro Coto3y i
MEPEBUIILYE CEPEAHBOEBPOTICHCHKUI PIBEHb.

[Iporsirom OCTaHHIX JIBOX POKIB B paMKax MHpo-
€KTY OINpalbOBYETHCS BUKOPUCTAHHS 1HHOBAIIHHUX
CHCTEM BOJIOMETPUYHOTO abcopOiuiifHOTO BimbOOpy
Mikpornpo0 kpoBi — mpuctpoiB Mitra® (Neoteryx,
CIA). Ha BigMiny BiJ cMyXOK (iIbTpyBalbHOTO
nanepy, Skl KOHBEHIIIHHO BHMKOPUCTOBYIOTHCS IS
BiZ0OpPY KpOBi B mporpamax HEOHATalbHOI'O CKpH-
HiHTYy moHan 50 pokiB, 3aCTOCyBaHHS MiKpomnpobo-
BinOipamka Mitra® mo03BOJISIE CYTTEBO MiABHIIUTH
AKICTh Ta HAJIMHICTh pe3ynbTaTiB J1a00OpaTOPHUX BHU-
MiptoBaHb. [{e 00yMOBIIEHO CIIPOLICHHSM MPOLEAYPH
Biz00Opy 3pa3kiB KpOBI 1, BiJIOBIAHO, 3MEHUICHHSM
KITBKOCTI TOMMJIOK NpH i BUKOHAaHHI, a TakoX Hi-
BEJIIOBAaHHAM HEOJAHOPIAHOCTI PO3MOIINY MapKepHUX
PEUYOBHH Y CYXUX IUIIMaX KPOBi Ha QiBTPYBATEHOMY
marmepi BHACHiOK BapiaOenbHOCTI TeMaTOKPHUTY Ta
B’si3k0cTi KpoBi. Ciix 3a3HAYUTH, 110 BIPOBAIKYIO-
4Y PO3MIMPEHUI HEOHATaJIbHHUI CKPUHIHT B MOBCSK-
JIEHHY MeIMYHY NPaKTHKy B YKpaiHi, BAKOHABI Mpo-
ety Baby Screen HamararoThcst mogonaTu 25-pidHe
BiZICTAaBaHHS HAIIO] KPaiHNW B IIbOMY BaXKJIHUBOMY IH-
TaHHI, TOAI K BUKOPUCTAHHA NpUCTPOiB Mitra® mis
Bi1100py 3pa3KiB KPOBi 3 I1’SITH HOBOHAPOKEHUX JUIS
CKPUHIHTOBOTO JOCII)KCHHS € IHHOBAI[IHUM.

BiaminnoI0 prcoro npoekty Baby Screen € xom-
JEKCHUI XapakTep 1abopaTopHOTO Ta KIIHIYHOTO
eTaniB CyNnpoBOAY HOBOHApOJKEHHX 3 MiJ03POI0
CXOP, sxuif 6a3yeTbcs Ha 4iTKOMY po3moxini cdep
BIiJMOBIaIbHOCTI BUKOHABI[IB, BUKOPUCTAHHI MCIH Y-
HOT 1H(popMaliiHOT cUCTeMH 1 MOCTIHHIN KOMYHiKa-
i1 YWICHIB MYJIbTUIUCIUIIIIHAPHOT KOMAaHIH JIiKapiB
Ta ¢axiBIiB 3 KJIiHIYHOT 1abopaTopHOi aHATITUKHU. B
pamkax mpoekty TOB “KII “d@apmbioTect” BHUKO-
HY€ BECh CIEKTpP Ta00paTOPHUX TOCIHiIKEHDb Ha Imep-
nromMy (MacoBOMY) eTari HEOHaTaJIbHOI'O CKPUHIHTY,
a TaKOXX Ha eTali yTOYHIOKYUX JOCIIIKCHb 3 BHKO-
PUCTAHHSIM CYYaCHHUX BUCOKONPOAYKTHBHHUX METOIB
TaHJAEMHOI Mac-CIeKTpoMeTpii, ra3oBoi Ta piIUHHOL
xpomaTtorpadii, a TakoX IMyHOXIMI4YHHX Ta MoOJe-
KyJlIsipHO-TeHeTHYHHX MeToniB. [iarHocTuky CXOP,
MEJMYHUN CYNpoOBIiJ Ta JIIKyBaHHS XBOpPUX 3ale3me-
gye Y “IITAT im. akax. O. M. Jlyx’suoBoi HAMH
VYkpainu”, miAITOTOBKOK METOJAMYHUX MaTepiaiiB Ta
PO3MOBCIOJKEHHSAM HayKoBoi iH(opmarmii cTOCOBHO
PO3LMIMPEHOTO HEOHATAIBHOTO CKPUHIHTY OMIKYETHCS
BTI'O “Acomiarnist HeoHaTONOTIB YKpainu”.
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OnHHUM i3 HaNpSMKiB Ii€i poOOTH € MiATOTOBKA,
3aTBEpUKEHHS Ta myOmikamis ctucnux [IpoTokoiis,
IO MICTATh KOPOTKHH ONHC OKPEMOTO T'€HETHYHOTO
nepekTy 0OMiHY PCYOBHH, XapaKTCPUCTHUKY OioXi-
MIYHHMX MOPYIIEHb Ta MEpesik MapKEepPHUX PEYOBHUH,
110 HAKONUYYIOTHCS y KPOBI Ta ce4i HOBOHAPOKEHO-
ro i3 CXOP; nponenypu nepBUHHUX Ta yTOYHIOIOUNX
nabopaTOpHUX MTOCHIIKEHb;, KIIHIYHI TPOSBH XBO-
pobwu; cTpaTerifo JiKyBaHHS Ta mporHo3. IIpoTtokonun
PO3POOIAIOTHCS KOMaHI00 (PaxiBI(iB 3 METa0OMIUHOT
neniaTpii, MEIMYHOT FTEHETUKHU Ta J1abopaTOpHOI aHa-
JNITHKHU, SKI NPOWHLUIM HaBYaHHS B INPOBIAHUX Me-
JIMKO-TeHETUYHUX IeHTpax kpain €C Ta peryuspHo
NpUHAMAIOTh y4acTh y TPEHIHrax Ta HAyKOBO-TpakK-
THYHUX CeMiHapaX mo miff Temarumi. Jepemamu
iHpopmanii, mo HaBeneHa B IIpoTokonax, € MixkHa-
pOIHI Ta HaLiOHaJbHI HACTAHOBH 3 PO3UIMPEHOTO
HEOHATaJbHOIO0 CKPHMHIHTY, CaiTH MNPOBIAHUX Op-
radizamiif, skl cIeniaji3yloThCs Ha JiaTHOCTHII Ta
nikyBaHHi CXOP, 3arampHOBimOMi MOHOTpadii Ta
nepionnuni BunanHga. PinanpHi Bepcii [IpoTokomis
3aTBep kel Buenoto pagoro Y “ITTAT im. akan. O.
M. Jlyx’ssnoBoi HAMH VYkpaiuu”, [IpaBninusm BI'O
“Acomianis HeoHaTosoriB Ykpainu” Tta [lpesumaiero
HAMH VYkpainu B IKOCTi KepiBHUX JOKYMEHTIB IIpH
BUKOHAHHI PO3IIMPEHOTO CKPUHIHTY HOBOHApPOIXKE-
HHX Ha CIMaJKOBi XBOpoOM 0OMiHY pEedOBHH.

[Mepmy rpyny IlporokoniB (Po3ain I), sika BKIIO-
yaja 9 reHeTHYHUX NOPYLICHb MPOMIKHOTO OOMIiHY
aMIHOKHUCIIOT (aMiHOAmMaOMmaTii), OyJo HaJAPyKOBaHO
y mepumoMy HoMepi xypHany “Heonaromoris, Xipyp-
ris Ta mepuHatanbHa MenunuHa” 2021 poxy. IIpomo-
BXKylo4n myoOmikamnito [IpoTokosiB, IpomOHYyEMO 0
yBaru untauiB Po3nin II, 10 sikoro BkJIOUYEHI 8 TeHe-
THYHHX MOPYIIEHb OKUCHEHHS XUPHUX KHCIOT.

3aranpHot0 pucoto 1iel rpynu CXOP € po3Burtok
nedinuty eHeprii, BHACHiJOK TEHETHUIHUX AC(PEKTIiB
TPYyIHU MITOXOHIpialbHUX (EPMEHTIB Ta TPAHCIOPT-
HHX TPOTEiHiB. BaxkKicTh MposBiB eHeproaedimuty
MpU HUX 3aXBOPIOBAHHIX MOB’sA3aHa 13 OJIOKYBaHHSIM
olpa3y JACKIJIBKOX JIaHOK E€HEePreTHYHOTro OOMIiHY Y
MITOXOHJPisIX: NPSAIMOTO 3HHMKEHHS BMICTY BiJIHOB-
HUX €KBIBAJCHTIB JUIsI OKMCHOTO (hocdopuiItoBaHHs,
NPUTHIYCHHS TPOAYKIIil ameTmin-KoeH3uMmy A (cyo-
CTpaT MUKy TPUKapOOHOBUX KHCIOT) Ta 3HUKCHHSI
PIBHSI KETOHOBHUX TiJ (aJIbTepHATUBHE KEPEIIO CHEP-
rii 1J1st TKAHUH MO3KY, Cepls, M’ s3iB, HUPOK Ta 1HIINX
OpraHiB B yMmMOBaxX MeTa0OJiYHOrO HAaBaHTAXECHHS).
3arpo3NHBi IS KUTTS €301 MeTa00IiYHOT TeKOM-
neHcanii, 3a3BM4ai, BUHUKAIOTh Yy HOBOHAPOKECHUX
13 HOPYIICHHSIMH OKMCHEHHS XUPHUX KUCIOT HA T
3HUJKCHHSI PIBHS TJIFOKO3HM, BHACHIZOK HE3JIaTHOCTI
YHIKO/DKEHUX (DEpMEHTIB 3a/J0BOJBHUTH MOTPEOU B
eHeprii 3a paXyHOK YTBOPEHHS KETOHOBHUX TiJI.

Y po3BUHEHHX KpaiHax OUIBIIICTh MOPYIICHb
okucHeHHs kupHux kucior (FAODs, fatty acid
oxidation disorders) BHSBISIOTBHCS 3a JOTOMOTOIO
TaHJEMHOT Mac-CHEeKTPOMETpii MpHU MPOBEJACHHI Ma-
COBOTO CKPHHIHT'Y HOBOHAPOJ/KEHHUX. Y TOUHIOIOUNMH
TeCTaMM JUJIsl MiATBEP/KEHHS J1arHO3y Y HEMOBIIST
3 TO3UTHBHUM pE3yJIbTaTOM CKPUHIHTY € TNpoQisb
ANMIKAapHITHHIB B TIa3Mi, piBHI 3araJbHOTO Ta Billb-
HOTO KapHITHHY, BU3HAUYEHHS OPraHIYHUX KHCIOT B
cevi. MoJieKyJIsipHO-TeHETHYHA Ai1arHOCTHKA € 0CTa-
TOYHMM TECTOM JUIsl MiJTBEPIIKEHHS BiJIMOBIAHOTO
FAOD Ta 3a ymoBu npoBejeHHs audepeHuiiinoi aia-
THOCTHKH 3 IHIIUMH META0OJIYHUMH MOPYUICHHSIMH.

Baxxkicte HacnmigkiB FAODs 3amexuTh Bix dacy
BCTAHOBJICHHS JiarHO3y 1 MOYAaTKy JiKyBaHHS: YUM
MOJIOAIINN BIK JUTHHM Ha MOMEHT BCTAaHOBJICHHS
JiarHO3y, THM Kpauluii nporuos. Bizomo, mo noHan
60% neradpHUX BUMAJKIB BIAMIYa€ThCS MPHU HEBYAC-
Hill kImiHIYHIA #iarHocTHIli 3HayHOi rpymu FAODs
y Bimi 70 6 POKiB, BKIIOYAIYH NE(IIUT TiAPOKCH-
anmn-KoA-gerinporeHasu >KHPHUX KHCIOT 3 IyKe
noBruM ByrieneBuM saHiorom (VLCAD), nedinut
rinpokcu-anui-KoA-aeriiporeHasu XUPHUX KUCIOT
3 goBruMm Bymienesum nanuporom (LCHADD), nedi-
Ut nanbmitointpancdepasu tuny 2 (CPT2D) i nedi-
UT KapHiTHH-anuinkapHiTHHTpaHcaokaszu (CACTD).
Y 52% sBunankis npu VLCADD 3apeectpoBanmii
CHHJIPOM PanTOBOI CMEPTi HEMOBJISAT.

[IporpaMu CKpPUHIHTY HOBOHApOJIKEHMX, 3aBJIs-
KM PaHHbOMY BHSBIEHHIO Ta NPU3HAYEHHIO Tepamii
FAODs, 103BOJSIOTH MOKPAIIUTH IMPOTHO3 TMalli€H-
TiB, BKIIIOYAIOUH SKICTb IX )KUTTS Ta BYOKMBaHHA. [la-
nieHTH i3 FAODs cTuKaoThca 3 pU3HKOM IMOBTOPHUX
CHUMIITOMIB 1 MeTabOIIYHOT AeKOMITCHC AT MPOTATOM
YChOTO KHUTTS, 0COOJIUBO MiJ 4Yac rojogyBaHHsS abo
HiJBUIIEHOr0 MeTabosiyHOro crtpecy (Hampukian,
TPUBAJIOr0 ONEPATHBHOTO BTpy4aHHS). ToMy BOHM
noTpeOyITh JOBIYHOTO MOHITOPHHTY iX CTaHy Ta
npuiioMy crnenudivHUX mpemnapariB. PexomeHmoBa-
Ha JiieTa 4acTo OOMEKeHa MPUPOJHUMH KUPAMHU Ta
ByIjieBosamMu abo OiikaMu, JOTOBHEHUMH ISl Oilib-
mocti FAOD. Hanpuxinan, manienram i3 posnana-
MU OKHCHEHHS JIOBTOJIAHIIOTOBUX >KMPHHUX KHCIOT
(LCFAOD) B pamioH nomalTh Macjia CepeaHbONaH-
mrorosux tpuriainepunis (MCT) abo TpurentaHoiH,
mo0 3abe3meunTH CcyOcTpaT sl O€Ta-OKHCHCHHS
KUPHUX KucaoT. Ilpemaparu KapHITHHY NpU3Hayda-
I0THCSl JIUIIE€ NPH BHSIBICHHI NEPBUHHOro abo BTO-
pUHHOTO einNUTy KapHITHHY.

[Ipn moTpumaHHI peKOMEHIAIIW OO Ai€TOTE-
pamii Ta mpuiioMy BiAMOBIAHUX JiKapChKUX 3ac00iB
MOKHA JOCSATTH IOJIMIIEHHs BiJjaJeHuX HacaigKiB
II0ZI0 PYXOBOTO 1 COLIaJBbHOIO PO3BUTKY Ta BHUIIOIO
cepennboro xoedinienty inrenexry (1Q).

AbpeBiaTypa Ha3Ba Po3wwndposka abpesiatypu

FAODs [MopylueHHS 0OMiHY XXUPHUX KMCNOT Fatty acid oxidation disorders

CACTD [ediunt KapHiTUH-auUNKapHiTUH TpaHCoKasn Carnitine-Acylcarnitine Translocase Deficiency

CPT I HepocTtaTHicTb KapHiTUH-NnanemiToinTpaHcdepa- | Palmitoyl Transferase Type | Deficiency
3u Tuny |

CPT Il HepocTtaTHicTb KapHiTUH-NanemiToinTpaHcdepa- | Palmitoyl Transferase Type Il Deficiency
3n Tuny |l

LCHADD OediunT rigpokcu-aunn-KoA-gerigporeHasm xup- Lon_g_-chain hydroxyl-acyl-CoA dehydrogenase
HUX KMCMOT 3 AOBrMM BYrneueBuM naHLoromM deficiency

CuUD [OedeKkT 3axonneHHs KapHiTUHy Carnitine Uptake Defect
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Oediunt aunn-KoA gerigporeHasm XUpHUX Knuc-

Very long-chain acyl-CoA dehydrogenase

VLCADD NoT 3 AyXe AOBIMM BYrfeueBuMM NaHLiorom deficiency
Hediunt aumn-KoA gerigporeHasm xMpHux Medium-chain acyl-CoA dehydrogenase

MCADD KUCINOT 3 CEpeAHbOI0 JOBXMHOW BYreLeBoro deficiency
nadutora

MADD MHoxunHHa HegocTaTHicTb auun-KoA gerigporeHas | Multiple Acyl-CoA Dehydrogenase Deficiency

ETF EnekTpoHHO-TpaHCNOPTHMUIA hriaBoNpoTeiH Electron Transfer Flavoprotein

ETF-QO EnekTpoHHO-TpaHcnopTHMIA chriaBonpoTeiH-ybixi- Elgctron transfer flavoprotein-ubiquinone
HOH oKcuaopeaykTasa oxidoreductase

MTP MiToxoHapianbHUI TpUyHKLiOHaNbHUI Binok Mitochondrial trifunctional protein deficiency

SCAD Auunn-KoA gerigporeHasa XUpHUX KUCMOT 3 KO- Short-chain acyl-coa dehydrogenase
pPOTKUM BYrfneLeBuM NaHLrom

MCAD Auunn-KoA perigporeHasa KMPHUX KNCTOT 3 BYT- Medium-chain acyl-coa dehydrogenase
neueBUM NaHLUroM cepeaHboi JOBXUHN

LCHAD Auun-KoA perigporeHasa XMpHUX KUCNOT 3 [0- Long-chain hydroxyl-acyl-CoA dehydrogenase
BrMM BYrneLeB1MM NaHLorom

VLCAD Auun-KoA perigporeHasa XMpPHUX KUCNOT 3 AyxXe Ver_y _Iong— chain acyl — CoA dehydrogenase
AOBIMM BYrfieL€BUM NaHLrom deficiency

OCTN2 Ko-TpaHcnopTep opraHiyHMX KaTioOHiB Ta KapHiTu- |organic cation / carnitine transporter 2
Hy TNy 2

FAT/CD36 MemGpaHHU peLenTop TpaHCNoKasun XUpHUX Fatty acid translocase FAT/CD36 membrane
Kmcnor receptor

FABPpm MeMQpaHHo-acouiﬁosaHmﬁ 6inok, Wo 3B'A3ye Membrane associated fatty acid binding protein
XUPHI KMCnoTn

FATP1-6 CiMencTBO TpaHCNOPTHUX 6ipKiB XKUPHUX KNCNOT Family of fatty acids transport proteins
(cknagaeTbcs 3 WECTU YNEeHiB) (consists of six members)

CACT KapHiTUH-aunnKapHITUH TpaHcnokasa Carnitine-Acylcarnitine Translocase

Cco BinbHWUM KapHITWH Free carnitine

Total carnitine 3aranbHU KapHITUH Total carnitine

C2 AueTunkapHiTuH Acetylcarnitine

C3 [MponioHinkapHiTUH Propionylcarnitine

C4 ByTnpunkapHiTuH Butyrylcarnitine

c4/C3 CniBginHomeHHﬂ OyTupunkapHiTUH/NponioHin- Butyrylcarnitine/Propionylcarnitine
KapHIiTUH

C4/C2 CI'IiB.Bi,ElHOLIJeHHﬂ OyTupunkapHiTuH/aueTun Butyrylcarnitine/Acetylcarnitine
KapHITUH

C5 Butyrylcarnitine/Acetylcarnitine Butyrylcarnitine/Acetylcarnitine

c5/C3 CniBl_ai,m_iomer_m isoBanepinkapHiTuH/ Isovalerylcarnitine/Propionylcarnitine
NponioHINKapHiTUH

C5/C2 CI‘IiB.Bi,ElHOLIJeHHH isoBanepinkapHiTMH/aueTun Isovalerylcarnitine/Acetylcarnitine
KapHiTUH

C5DC nyTapunkapHiTuH Glutarylcarnitine

C6 [ekcaHONMKapHITUH Hexanoylcarnitine (Caproylcarnitine)

C8 OKTaHOINKapHITUH Octanoylcarnitine (Caprylylcarnitine)

C8:1 OKTEeHOINKapHiTUH Octenoylcarnitine

c8/C2 C'I'IiBBiLlHOIJJeHHFl okTaHoinkapHiTuH/auetunkap- |Octanoylcarnitine/Acetylcarnitine
HITUH

c8/C5 CI'IiB.Bi,ElHOLIJeHHﬂ okTaHoinkapHiTuH/izoanepin- | Octanoylcarnitine/lsovalerylcarnitine
KapHITUH

c8/C10 CniBl_ai,quu.leHHﬂ OKTaHOINKapHiTUH/gekaHoin- Octanoylcarnitine/Decanoylcarnitine
KapHIiTUH

C10 [ekaHoinkapHiTUH Decanoylcarnitine

C10:1 [eueHoinkapHiTUH Decenoylcarnitine

C12-OH 3-ri,u_pOKCM.qoneKaHo'|'n 3-Hydroxydodecanoylcarnitine
KapHiTUH

C14 TeTpageKkaHOINKapHITUH (MipUCTOTNKAPHITUH) Tetradecanoylcarnitine (Myristoylcarnitine)

C14:1 TeTpageueHoINKapHiTUH (MipucTtoneinkapHiTuH) | Tetradecenoylcarnitine (Myristoleylcarnitine)

C14:2 TeTpagekagi€HOTNKapHITUH Tetradecadienoylcarnitine

C14:2 / C14 CI'IiBBiLlHOIJJe_I_iHFl TeTpaueKa,qieHoTnKapHiTMH/ Tetradecadienoylcgrnitine/
TeTpagekaHOINKapHiTUH Tetradecanoylcarnitine

C14:1/C16 C.I'IiB..Bi,ElHOLquHﬂ TeTpageueHoinkapHiTuH/nanb- | Tetradecenoylcarnitine/Hexadecanoylcarnitine
MIiTOTNKAPHITUH

C14:2 / C16 CniBBich_)_u.leHH;_i TeTpagekagieHoinKapHiTUH/ Tetradecadienoylcar_nitine/
nanbMiToOiNKapHiTUH Hexadecanoylcarnitine

C14-OH 3-rigpokcuteTpagekaHoin- 3-Hydroxytetradecanoylcarnitine

KapHITUH
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C14:1-OH 3-r|npOchTeTpaneueH0|n 3-Hydroxytetradecenoylcarnitine
KapHITUH
C16 [ManbmiTOINKAPHITUH Hexadecanoylcarnitine
C16:1 ManbmiToninkapHiTUH Hexadecenylcarnitine
C16/C2 CniBBigHOLWEHHA NanbMiTOINKapHiTUH/aueTun- Hexadecanoylcarnitine/
KapHIiTUH Acetylcarnitine
C16-OH 3-ru:|,_p0|<cmnanbM|T0|n 3-Hydroxyhexadecanoylcarnitine
KapHITUH
C16:1-OH 3-r|;:1_p0|<cmnanbM|Tone|H 3-Hydroxyhexadecenoylcarnitine
KapHITUH
C16-0OH/C16 CniBBigHOLWEHHSA 3-rigpokcunanbMiToin-kapHi- 3-Hydroxyhexadecanoylcarnitine/
TUH/NanbMIiTOIN-KaPHITUH Hexadecanoylcarnitine
C18 CTteapunkapHiTuH Octadecanoylcarnitine
C18:1 OneinkapHiTUH Octadecenoylcarnitine
C18:2 JlinoneinkapHiTUH Octadecadienoylcarnitine
C18:1/C2 CniBBigHOLWEHHA oneinkapHiTMH/auetTun Octadecenoylcarnitine/
) KapHiTUH Acetylcarnitine
C18:1/C16 CniBBigHOWeHHA oneinkapHiTuH/nanbmitoinkap- |Octadecenoylcarnitine/
) HITUH Hexadecanoylcarnitine
C18:2/C16 3-riapokcmcTeapoinkapHiTUH Octadecadlenoylca!rp|t|ne/
Hexadecanoylcarnitine
C18-OH 3-rigpokcuoneoinkapHiTuH 3-Hydroxyoctadecanoylcarnitine
C18:1-OH 3-rigpokcuniHenoin 3-Hydroxyoctadecenoylcarnitine
C18:2-OH KapHITUH 3-Hydroxyoctadecadienoylcarnitine

1. NEPBUHHUW CUCTEMHUNA QE®ILUUT
KAPHITUHY / QE®EKT 3AXOMNNEHHA
KAPHITUHY (CUD, CDSP, SCD)

HA3BA

MepBUHHUI cUCTEMHUIM AediunT KapHITUHY /
HOecdeKkT 3axonneHHsA KapHiTUHY /

OediunTt TpaHcnopTepy KapHiTUHY Na3MoBOil
MeM6paHu /

OediunT TpaHcnopTepy KapHiTUHY

abo0 NnopyLlweHHA NOrNMMHAHHSA KapHiTUHY /
Primary Systemic Carnitine Deficiency /
Carnitine Uptake Defect /

Carnitine Transporter Defect /

Systemic carnitine deficiency /

Primary carnitine deficiency / Deficiency
of plasma-membrane carnitine transporter
MKX 10/11 E71.3—NopyLueHHs: 0OMiHy JKUPHUX KUCTIOT

3ATAJNIbHA IHOOPMALIA, KOPOTKUN
onunuc BIOXIMIYHOIO AE®EKTY
[leppuHHUN cucCTeMHHH OeIMUT KaApPHITHHY
(OMIM: #212140) — ayTOCOMHO-pEIECHBHUNA pO3-
JaJ MITOXOHJAPiadbHOTO OKMCHEHHS JKUPHHX KHCJIOT
(KK), mo BHHHKae BHACIIOK TEHETHYHOTO Ie(eKTy
KapHITHHOBOTO IUKJY. 3aXBOPIOBAHHS XapaKTepH3y-
€ThCS HM3BKUM piBHEM KapHITHHY Yy KpoOBi Ta iforo
HaJMIpHO BTPATOIO i3 CEYCI0 BHACIIIOK MATOTCHHUX
mytaniit B reni SLC22A5 (Solute carrier family 22
member 5) 1 mpoaykyBaHHSM He(QYHKIIOHATLHOTO
tpancnoptHoro nporeiny OCTN2 (organic cation /
carnitine transporter 2). OCTN2 — nonicnienndiuanii
Na+-3anexHuil TpaHCIOPTEp OpraHiYHUX KaTiOHIB
yepes Mmia3MaTHIHy MeMOpaHy KJIITHH, SKUH Bifgirpae
KJIFOYOBY pOJIb Y BcMOKTYBaHHI L-kapuituny y LIKT,
pO3MOAiNi KapHITHHY Yy TKAaHWHAX OpTraHi3My Ta peaod-
copO1ii y npoKCUMaIbHUX KaHAIBISX HUPOK [1-3].
[TepBunHMii cucremuuii nedinur kapuirnny (CUD)
BUHHKA€ BHACIIJIOK 3HWKEHOT'O BCMOKTYBAHHS y IIUTYH-
koBo-kunrkoBomy Tpakti (LIIKT) Ta BTpaTn kapHiTHHY i3
cedero, HaBiTh MPH HOTO BKpall HU3BKiN KOHIEHTpAIl y
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KkpoBi (<8 MkM, HOopMa 25-50 MxM). [IucyHKIIOHATH-
Huit OCTN2 TakoX TOTIpIIye MOTTHHAHHS KapHITHHY
TKaHUHAMH, 110 IPU3BOIUTH O HPUTHIYCHHS MITOXOH-
JIpiaJIbHOTO OKHCHEHHs AoBrojanmporosux KK,
Hu3pkuil piBeHb KapHITHHY B IUIa3Mi KPOBI MpH-
3BOJIUTH A0 3HM)KEHHSI BHYTPIIIHBbOKJIITHHHOTO BMicC-
Ty KapHITHHY Ta OJOKYyBaHHS TPAHCIIOPTY JOBTOJIaH-
mroroBux JKK 3 IUTO301T10 10 MATPUKCY MITOXOHIPIH,
AKHH OIMOCEpPEIKOBYEThCA «KAPHITHHOBUM YOBHHU-
kom». IlpurHiueHHs OeTa-OKHCHEHHS JOBrOJAHIO-
ropux KK y MITOXOHApIsIX MOCHIIIOE CIOXHBaHHS
TIIIOKO3W 1, BIAMOBIJHO, 3HUXKY€E TIIOKOHEOTEHE3 Ta
HaKOMMUYEHHS TIIKOTEHY y TEYiHI, M0 MPU3BOJIUTH
no rimormikemii. HeBukopucTaHi JOBroJIaHIIOTOBI
XK HakonmuuyrTbhCs B KIITHHAX MEYIHKHU, CKEJIECTHUX
M’sI31B Ta ceplis, 10 IPU3BOAUTH J0 CTEATO3y MEYiH-
ku Ta mionarii. HeBponoriuni o3naku CUD o06ymoB-
neHl eHeproaeGinuToM HEHPOHIB, IS SKUX €HHUM
JDUKEPEIIoM eHepTii 3aTumaeThes TaKo3a [4-7].
Tepminu manigecrarii CUD, TSKKICTP CHMITOMIB,
CTYIiHb YPaXCHHS OPTaHIB Ta JETAIBbHICTh NPHU IIHOMY
3aXBOPIOBaHHI 3HAYHO BapilOIOTh Ta OB’ s13aHi 13 piBHEM
3aJMIIKOBOT akTUBHOCTI yrikopkeHoro OCTN2. YV 6isb-
IIOCTI TMAII€HTIB 3 OlalleIbHUMH Ba)KKMMH HaTOTCHHU-
mu Mytanismu B reri SLC22AS5 xBopoba Mmanidectye
y HEOHaTaTbHOMY Tepiomi abo y paHHBOMY IWUTHHCTBI
MeTa0O0JIIYHOI0 JIEKOMITCHCAIli€l0 a00 KapaioMiomaTi€ro.
[Tpu6aM3HO y MOJIIOBUHY MALIIEHTIB 3 Iy)Ke HU3bKUM PiB-
HEM KapHITHHY B IUIa3Mi KPOBI €Mi30M METa00IiIuHOT
JIEKOMIICHC Al 3 TIMOKETOTHYHOK TiMOTIiKEMi€l0, Ti-
MEePaMOHIEMIEI0, TeaTOMETalli€el0, MiIBUIICHAIM PiBHSI
TpaHcaMiHa3 i TEYiHKOBOIO CHIIe(aIoNaTi€l0 BUHUKA-
I0Th BIPOAOBXK MEPIIMX JBOX POKIB JKUTTS HA T MPO-
BOKYIOUHX (haKTOpiB (TpUBaJIE rOJIOyBaHHS, IHPEKIiiHI
xBopoOu Tomo). Y pemrtu nauientiB CUD maHipecTye B
Oibmr Mi3HBOMY Billi (B cepenHbOMy, Y 4 poku; jaiamna-
30H — 1-7 pOKiB) TAKUMHU CUMIITOMAaMH, SK JHIaTaIliiiHa
Kap/aioMiomnarisi, TIMOTOHIEs, M I30Ba CIAOKICTh, TAKOXK
—MiJBUIICHHAM pPIiBHSA KpeaTWHKiIHA3W. 3a BiJICYyTHOCTI
CBO€YACHOT JIIarHOCTHUKH 1 JIIKYBaHHS, KapioMionaTis y
namieHTiB 3 gaedinntom OCTN2 moxe mporpecysaru i
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MPU3BECTH 10 cMepTi. Takok ommcaHi BUMAAKH Mi3HBOT
MmaHipecranii CUD y mopocnux y BHUIIAII 3HIKCHHS
BUTPHUBAIOCTI Ta MIBUIKOTO BUCHAXCHHA NMPHU (Hi3UIHUX
HaBaHTAXEHHsX [2, 3, 6, 8].

I'er SLC22AS5 (uurorenetnyHa jokamizamist - 5q31)
ckianaerbest 3 10 ek30HIB, HOTO0 MOBHA JIOBKHHA CTa-
HOBHUTH 25906 map HYKJICOTHIIB; KOAye MeMOpaHo-
3B’sI3aHUI TomimenTtun i3 557 aMiHOKHCIIOT 3 Xapak-
TepHOIO s ponuHU TeHiB SLC22 cTpykTyporo, ska
BKItouae 12 rizpohoOHUX TpaHCMEMOPaHHUX CETMEHTIB
Ta [0 OJHOMY BEJIMKOMY TiApodiIbHOMY CErMeHTy Ha 30-
BHIIIHIN Ta BHYTPILIHIA CTOPOHAX IIa3MaTHYHOI MEMO-
panu. Hapasi Bizomo Ginbmie 150 maroreHHUX MyTarii
reay SLC22A5, GiibIIicTh 3 SIKAX € MiCCEHC-, HOHCEHC-
Ta ¢ppeimMmidT-MyTamisiMHA, a TAKOX MYTaIliIMH CailTiB
crutaiicunry. HalimommpeHimmm naToreHHUM BapiaHTOM
reny SLC22A5 B momynsuii eBpomneiiniB € ¢.844C>T,
p.Arg282Ter (rs121908886); me — HOHCEHC-MyTaIlis,
1110 TPU3BOAMTH /10 YTBOPEHHS HEe()YHKIIOHAIBHOTO yCi-
yeHoro TpancrnoptHoro npoteiny OCTN2 [5, 8, 9, 10].

OIAFHOCTUKA

Il ETATMMA

I. MacoBun HeoHaTanbHUM CKpuHiHr (MHC)

3abip xanmiasgpHOi KPOBi 3 M’'ATH y HOBOHApPOIKE-
HHUX Ha TecT-OmaHk (cyxi miusamu) 3 48—72 rox micis
HapoOMKeHHS y AOHOIIEeHuxX, Ha 7—11 moOy XuTTA y
nepea4acHo HapOIKEHUX.

HiarHoctuuHi aHamiTu: BuTbHUK KapHiTHH (CO),
npodiIb alUIKAPHITHHIB.

Metoauka— MS/MS (“Pharmbiotest”).

II. Yrounroroua giarHOCTHKA

VY Bunanky susBiaeHHS npu MHC 3HIXKEeHHS piBHS
BUIBHOTO KapHITHHY Ta 3HUKCHHS allMIKAPHITHHIB —
MOBTOPHMI 3a0ip KaniisipHOT KPOBI 3 M'ATH ISl YTOU-
HEHHs J1arH03y Y HOBOHAPOJ/KEHUX.

[TepenyacHO HapoOMKEHI MOXYTh MaTH HU3BKHH
pPiBEHBb KapHITHHY UYepe3 BIICYTHICTH TPaHCIIOPTY
KapHITHHY 4epe3 IIANeHTy B TPETbOMY TPUMECTPI.

Metoauka —-MS/MS (“Pharmbiotest”).

[Tpu |CO Ta | anunkapHiTHHIB:

1) opraniuni kucioru cedi: 6e3 3MiH. MeToauka
- GC/MS;

2) y nerixonuTax, GpidopodmacTax mKipu — 3HUIKECH-
Hs 3aXOIJICHHS KapHITHHY;

3)  MONEKyJIsSpHO-TEHETHUYHWH  aHamli3  TeHy
SLC22AS (mocnipKeHHS OKPEeMHX Ma)KOPHUX MyTa-
i, cekenyBanHs reny SLC22AS5 ra/abo pociuigpxen-
HSl MYJIBTUTEHHOT maHei, mo Bkiroyae red SLC22A5).

HonmaTtkoBi mabopaTopHi MapKepu: TimOTIiKeMis,
rimepaMoHieMisi, METaOOMIYHUN anua03; 3POCTaHHSI
piBHIB kpearuHpocdokiHazu, 3araibHoro Oinipy0i-
Hy, migBuiieHHs aktupHocti AJIT ta ACT [4, 10].

KIHIYHI CAMIITOMM

Icnye nBi ocHoBHI KimiHiIUHI popmu CUD: metabomiu-
Ha (TemaTWyHa) Ta HEOHATaJbHA (KApAiOMiOTIATHYHA).

I[Ipu wmetabousiuniii  ¢Gopmi mepui  O3HAKH
3 SIBISIIOTHCS, 3a3BU4Yail, BIPOJOBXK MEpPUIUX JBOX
POKiB KUTTS AUTHHH. B aHamHe3i vacTi iHpEKIii-
Hi ypakeHHS BEpPXHIX AMXAJIBHUX NUISAXIB. 3roJ0oM
NalieHT BTpadae aneTHUT, CTA€ almaTHYHUM, Bijacrae
BiJl OMHONITKIB y ¢izmaHOMY pO3BUTKY. Hepiako Bix-
Mi4alThCs OJOBOTA Ta 3aaWiliKa NpU (PI3UIHOMY
HaBaHTAXXEHHi. 3 4YacoM BHUHHUKaKOTh (oOii Ta iHII
MCHUXOJOTIYHI mopymeHHs. Pe3yiapraTn nadoparop-

HHUX JOCIIIKCHb NEMOHCTPYIOTh TIMOMIIKeMiI0 3 He-
3HAYHOIO KiTBKICTIO KETOHIB y cedi (TilMOKeTOTHYHA
TIIOTIiKeMisl), BHCOKMM BMICTOM aMiaky B KpOBI Ta
MiABUIICHHSAM aKTHBHOCTI MEYIHKOBUX TpaHCaMiHa3.
Meraboniuna ¢popMa acoLiETHCS 3 €Mi30daMHU Me-
TabONIYHOT JCKOMIICHCaIii, sKi MOB sA3aHl 3 mepio-
JaMH TPHUBAJOTO TOJOAYBAaHHS, IHTEPKYPEHTHHUMH
3aXBOPIOBAHHSAMHU Ta 3HAYHUM IICUXOCMOLIHUM Ha-
BaHTa)XXCHHAM. Taki emi3oau KJIiHIYHO XapaKTepusy-
I0ThCSI JIETApTi€l0, 30yIIMBICTIO Ta rernaToMeraii€lo.
3a BiJICYTHOCTI JIIKyBaHHSI PO3BHUBAIOTHCS TiIOTIIIKE-
MiuHa kKoMa Ta cmepth [1, 9, 4, 10, 7].
Kapuiomionarnuna ¢opma CUD xapakrepusyeTbes
OibIr TOOPOSKICHUM TepediroM, po3BUBAETHCH, SK Tpa-
BIJIO, y 0Ci0 cTapIne ABOX-40THPHOX PoKiB. [Ipu iit ¢op-
Mi BpayKa€eThCsl BUKIIOYHO CEpIIe,BUHUKAE Kap/ioMerais,
sIKa MOYKE MIPOrPeCcyBaTH B AMJaTaliiHy KapioMionarito.
XBOpi CKapKaTbCsl Ha IMiJBUILEHY BTOMJIIOBAHICTb, 3a-
JMIIKY 1pU (pi3MYHOMY HaBaHTaKeHHI, Kapaianrii. Biami-
YaeThCS MiABHUICHHS PiBHSA KPEaTHHKIHA3M B CHPOBATII
KpOBi y Bimli 2-4 pokiB. 3a BiICYTHOCTI JIiIKyBaHHS, IOCTY-
MOBO HApOCTAIOTh O3HAKH CEPIIEBOi HEJOCTATHOCTI, 110,
3a3BHYai, € MPUYMHOIO cMepTi xBopuX [1, 4, 7,9, 10].

JIIKYBAHHA

VY Bumaakax, xonu CUD BusBIeHa mpeHATAIbHO,
paHHIA MOYATOK JiKyBalbHUX 3aXOAiB TicHs Ha-
PO/KEHHS IUTUHHU JO03BOJSE 3amMO0ITTH PO3BUTKY
YCKIJIaJIHEHb 1 TTOKPAIIUTH HPOTHO3.

JlikyBaHHS nposiBiB:

1. dieTorepanis: dacte (He MeHIe 8 pa3iB/mo0y),
peryisipHe XxapuyBaHHs. EHepreTuunuii 6ananc pami-
ony: 12-14% — 6inku, 58-68 % — Byrnesonu, 18-30%
— KupHU. BkiloueHHs B palioH Macel cepeIHbOJaH-
mrorosux tpurainepuais (MCT) [1].

2. MenukaMeHTO3Ha Tepallis: HNPUHOM Ipenaparis
kapuituHy (100-400 mr/kr/nody B 3 mpuiiomMn) modaTtu
SKOMOTA paHillle 3 METOI0 MOINEPEIKEHHSI HE3BOPOTHIX
ypakeHb BHYTPIIIHIX opraHiB. PeKOMEHJOBaHO KOHTp-
OJIb KOHIIEHTpALlil KapHITHHY B IJ1a3Mi KPOBI B IMHAMIIII.
Cij 3a3HaYMTH, 1O 3aCTOCYBAHHS BHCOKHUX /103 KapHi-
THHY MOXKE CHPUYMHSITH HOCHJIEHHS KHIIKOBOi MOTO-
PHKH, Jliapero, BiT4yTTs JUcKoM(pOpTy B KHUBOTI. OKpim
TOTO,KapHITHH TPU MPHHOMI per 0s MeTaboNi3yeThCs
KHIITKOBOIO MiKPO(IOPOI0 3 YTBOPEHHSIM TPHUMETHIAMi-
HY, 1110 BUKJIMKAE PO3BUTOK MeTeopusmy [1, 2, 9].

3. JlixyBanus CUDnependayae 3a0¢3nedeHHS MO-
CTIfHOTO TOCTa4yaHHs eHeprii miJx 4yac karadoxizmy
MPOCTUMH BYIJIEBOJaMH (MepopanbHO ab0 BHYTpIimI-
HBOBEHHO), SKIIO MAIi€HT HE MOXE MiATPUMYBaTH
aHa0OoIi3M IPHU MEePOPATHLHOMY MPUHOMI.

4. JInst THX, XTO HE TOJIEpY€ MepopalibHe TOyBaHHS,
CIiJi HEeralHO pO3MOYaTH BHYTPILIHBOBEHHE BBE/ICHHS
DJIIOKO3H JUTSL MIITPUMKH HOPMAJIBHOTO PiBHS TIIIOKO3H.

5. lNemaronporexTopu.

6. 3aco0u, MO MiABUIIYIOTH AIMETHT.

7. IIpu MmeTaboTiuHOMY KpHU3i — IHTEHCHBHA Tepa-
misi, TeMoaiaji3 abo mepUTOHCATbHUN Miai3.

[TpodinakTika NEepBUHHHUX MPOSBIB: MiATPUMaHHS
HaJIe)KHOT KOHLEHTpalil KapHITHHY B IUIa3Mi 3a JIOMO-
MOTOIO0 IIEPOPATBHOTO MPUHOMY ITpernapaTiB KapHITHHY;
3armobiraHHs TIMOTIIKeMii 32 JOMOMOTOI0 YacTOTO TOMY-
BaHHS Ta YHUKHEHHs rojoxyBaHHs. [ocmiTanizamis 3 me-
TOI0 BHYTPIIIHBOBEHHOT'O BBEJIEHHSI IIFOKO3U JJIsl 0Ci0,
SIKMM JIOBOJUTBCS TOJIOAYBAaTH y 3B’SI3KY 3 MEJIUYHUMHU
MaHIMyJSIIisIME 200 NI TAII€HTIB, SIKI HE MOXYTh Iie-
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PEHOCHUTH INEpopaIbHNN NPUIIOM TpemnapariB yepes Taki
3aXBOPIOBAHHS, K, HAIPUKIIAJA, FACTPOCHTEPHT.

[IpodinakTrka BTOpUHHHUX YCKIaIHEHb: TIEPOPATHHIH
npuitoM MeTpoHifazony B 1031 10 Mr/kr/no0y BIpOIOBXK
7-10 nHiB Ta/a00 3MEHILCHHS 103U KapHITHUHY, 3a3BHYal,
NPU3BOANTH JI0 YCYHEHHSI PO3JajiB 3 OOKY ILTyHKOBO-
KHIIKOBOTO TPAKTY Yepe3 NPUIOM KapHITHHY.

[eHeTHYHE KOHCYNBTYBaHHSA: BH3HAUCHHS pIBHA
KapHITHHY B TIa3Mi KpOBi y 49iC€HIB pOAWHU; TPHU BU-
SIBJICHH] BIJIXUJICHb, — MOJICKYJISIPHO-T€HETUYHE J0-
caimkenns reny SLC22A5. Baritai xinku 3 CUD mo-
TpeOyIOTh PETEIHLHOI0 MOHITOPUHTY PiBHS KapHITHHY B
I1a3Mi KpOBi Ta KOPEKIil Oro J03U 3 METOIO MiATPUM-
KH HOPMAaJbHOTO piBHS KapHITHHY B miasmi [1, 4].

NiTepaTtypa

KATAMHECTUYHE CMNOCTEPEXEHHSA

TA NPOITHO3

3 METOI0 paHHBOTO BUSIBICHHS KapZioMiomnaTii, pexo-
mennoBano nposeneHHs EKI i Exo-KI' mopivuno B auts-
YoMy BiMi i pixme — B mopociomy Bimi. KoHTpons piBHS
KapHITHHY B T1a3Mi KpoBi (10 JOCATHEHHS #Horo (diziono-
IiYHOTO PiBHS); B O/AJIBIIOMY, — BU3HAUYCHHS PIiBHS Kap-
HITHHY TPHYi Ha PiK y TIepiojii pAHHBOTO JUTUHCTBA, JIBIYi
Ha piK— Y JiTel cTapIioro BiKy Ta MIOPIYHO— Y JOpOC-
TuX. BU3HaueHHS piBHS KPEaTWHKIHA3M Ta aKTUBHOCTI
MEYiHKOBUX TPaHCAMiHa3 y CHPOBATIi KPOBI B AMHAMIIII.

JledexT 3axoruieHHs KapHITHHY y JiTeH XapaKTepusy-
€ThCSI BUCOKOIO CMEPTHICTIO, 3a paxyHOK ypakeHust [ITHC,
ceplsl Ta MeviHKU. BigjganeHnit npor1o3 € CupusTIMBUM
y pasi 3aMicHoI Tepamnii npenaparamMu KapHiTHHY [1].

1.1 El-Hattab AW. Systemic Primary Carnitine Deficiency. 2012 [updated 2016 Nov 3]. In: Adam MP,
Everman DB, Mirzaa GM, et al, editors. GeneReviews® [Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2022. Available from: https://www.ncbi.nlm.nih.gov/books/NBK84551/
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Med. 2010;12(1):19-24. doi: 10.1097/GIM.0b013e3181c5e6f7
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2. HEQOCTATHICTb KAPHITUH-NANBbMITOIN
TPAHCO®EPA3U TUMY I(CPTI)

HA3BA

HepocTtaTHIiCTb KapHiTUH-
nanbmiToinTpaHcdepasu Tuny |

Carnitine Palmitoyl Transferase Type |
Deficiency / Hepatic carnitine palmitoyl
transferase 1 deficiency

MKX 10/11 E88.8 — IHWIi yTOYHEeHi nopyLIeHHsA
06MiHYy pe4yoBUH

3ATANNIbHA IHPOPMALIA,

KOPOTKUW ONUC BIOXIMIYHOIO OEDEKTY

Kapuitusa-nanxsmitoinrpancdepasa tumy I (CPTI) —
(hepMeHT, IHTErpOBaHUH y 30BHINIHIO MeMOpaHy Mi-
TOXOHJIPiHl, IKMH € CTAPTOBUM €IEMEHTOM KapHITHH-
3aJIe)KHO{ CHCTEMM TPAHCIOPTY JOBTOJIAHIIIOTOBUX
xupHux kucnor (OKK) 3 nuurosonto kiaiTHH 10 MiTO-
XOHJpiallbHOr0 MaTpukcy (“KapHITHHOBHI YOBHHK,
carnitine shuttle). CPTI karanizye Tpancectepudi-
Kallilo JOBroJlaHuiorosux ammi-KoA (axTHBOBaHUX
JKK) y BiamoBigHI TOBTOTAHIIOTOBI allMI-KapHITHHA
i B TAKOMY BUTJISAI MEPEHOCHTH iX Uepe3 30BHIMIHIO
MeMOpaHy MITOXOHApil 10 MikMeMOpaHHOTO MpoO-
cropy. IcHye Tpu TkaHuHOcmenudiuHi izodhopmu:
CPTIA, mo excmpecyeTbcst B TEUiHI[I Ta HUPKaX,
CPTIB -y cepueBomy Ta ckeneTHux M’si3ax ta CPTI
C — y MO3KY, KOKHa 3 IKUX KOJYETHCS OKPEMHM Te-
Hom — CPTIA (11ql13.1-q13.5), CPTIB (22ql13.3-
qter) ra CPTIC (19q13.33), Bianosigxo [1].

PiBenp karanituunoi axtuBHocTi CPTI Gesmoce-
PEAHBO BIUIMBAE HA BXIJHUI MOTIK JOBrOJIaHIIOTOBUX
KK mo miToXOHIpi# i, BIANOBIIHO, BU3HAYAE IHTCH-
cuBHicTh B-okucHeHHs XK ta mpoxykmii anetnn-KoA
1 KETOHOBUX Tis. 3 ormsaay Ha JiMiTyrouy pois CPTI,
eKcrpeciss Ta KaraliTHYHa aKTHBHICTh (EepMEHTIB
i€l pOAMHU KOHTPOJIOETHCS OAraTopiBHEBOIO CHCTE-
MOI0 TCHETUYHUX, CHITCHCTHYHHUX, (Pi310JIOTIYHUX Ta
XapuoBUX MonynartopiB. Hampukian, manoHin-KoA
(cybcTpar cuUHTE3y JXKHUPHUX KHCJIOT) € TOTYXHHM
amoctepuunuM iHridiTopom CPTI, BHacmimox dworo
HNPUTHIYYETHCS  MITOXOHJpianbHe OeTa-OKHCHEHHS
JKK. Cunres manonin-KoA omnocepenkoByeTbes dep-
MeHTOM aneTmi-KoA-kapOokcnina3zoro, aKTHBHICTB
SIKOT TiABHUINYETHCS i BILIMBOM 1HCYJIHY 1 TITIOKO3U
Ta 3HIKYETHCS Wil BIUIMBOM TIIOKarOHY 1 (i3WYHO-
ro HaBanTaxeHHs. CPTI, gyTnuBicTs sKOTO 10 Majo-
Hin-KoA perysoeTbecs MO3HAuYEHOIO BHILE CHCTEMOIO
MOJIYJISITOPiB, BUCTYIA€ CBOEPIAHUM “mepemMuKauem”
MITOXOHJIPiH 3 OKMCHEHHS TIIFOKO3H Ha )KMPHI KHCIOTH
B YMOBAaX TOJIOAYBAaHHs Ta Mmicis mpuiiomy Dxi [2].

Ha croronmimHi#l neHs KIiHIYHI acmeKTH Aedi-
nuty CPTIA BuBYeHI 3HAYHO Kpalle, MOPiBHAHO 3
iHmuMHU i30popmamu 1poro (epmenty. Hemocrart-
HICTh KapHITHH-nanbpMmiToinTpancdepaszu tumy IA
(OMIM: # 255120) — meraboiiuyHe 3aXBOpPIOBAHHS
3 BUCOKMM PH3HMKOM JIETAJIBHOCTI, IO MAa€ ayTOCOM-
HO-PEIECHBHHUI THUMN yCHMaAKyBaHHA (I nedimuTy
CPTIC TakoX oOmMHCAaHWH ayTOCOMHO-IOMiHAHTHHIM
TUN ycmaakyBaHHs). 3HumxkeHHs aktuBHocTi CPTI,
clipy4yrHeHe OianebHUMHU TaTOTeHHUMU BapiaHTaMu
reny CPTIA, obmexye morik XK no mitoxoHnapii
Ta X OeTa-OKMCHEHHs, 10 MPHU3BOJUTH O CHEPTO-
nedinuTy KIIiTHH 1 ¢GopMyBaHHA 0ioXiMidHOTO Qe-
HOTHUITY HENMEPEeHOCHUMOCTI TOJOAYyBaHHS. XBOpoba

MaHiecTye MBHAKONPOTPECYIOUOI0 METabO0IiIduHOI0
JIEKOMIEHCAlli€10, KA BUHUKAE HA TJI1 MPOBOKYIOUNX
tdakTopiB (MMxoMaHKa, iH(pEKmiHHI 3aXBOPIOBaHHSI
[IJIYHKOBO-KHIIKOBOT'O TPAKTY TOMIO),s Kl MOB’s3aHi 3
MiABUIICHHSAM CIIOKUBAaHHS CHEPrii Ta HEMOXJIHUBIC-
TIO il aJleKBaTHOTO NPOAYKYBaHHs. BuIinsioTe aBa
¢enorunu Henocrarnocti CPTIA: (1) rocrpa xu-
poBa gUCTpOodis MEUiHKH BAaTiTHUX, y TEHOMI IJIOIY
akux obmasa ameni reny CPTIA HecyTh maroreHHsi
myTtanii (fetal CPTIA deficiency) Ta (2) meyinkoBa
eHuedasonaris, Mo CynpoBOAXKYETHCS TIIOKETOTHY-
HOIO TINOTIIKEMI€I0, PAalTOBUM PO3BHUTKOM I€YiHKO-
BOi HEJOCTAaTHOCTI, MiJBUIICHHSM piBHIB MEYiHKO-
BUX TpaHCaMiHa3, aMiaky Ta 3arajbHOTO KapHITHHY
y cupoBarmi kpoBi. Emizonn medinkoBoi eHmedano-
natii HOCATh JKUTTEBO3ATrPO3JIMBHI XapaKTep, 4acTo
MeTaboiyHa AeKOMIIEH Calisl Ma€e GaTalbHi HACTIAKH
a00 MPU3BOJUTH /10 HEBPOJOTIYHUX HOpyHIeHb [3].

I'enCPT IA xonye mominmenTun i3 773 aMmiHOKHUC-
JOT, CKJIalaeThes 3 moHa 60 THcsd nmap HyKJICOTUIIB
Ta BKIIOYae 22 ek30HU, 3 AKkux 18 (2-19) tpanckpu-
OYIOThCS y KJIITHHAX MEYIHKH, HUPOK, JCHKOIHUTAX i
¢idpobnacrax wkipu. [IpoaykT reny mae ninodinb-
HUU oMeH, 10 (ikcye GpepMeHT y 30BHIMIHINA MeMO-
paHi MiToXoH[pii, Ta ABa aMmdidiapHI TOMEHH 3 IHU-
To30npHUMH N- i C-KiHISIMH, SKi OMOCEPEIKOBYIOTH
perynstopHy Ta katanitudny ¢ysaknito CPTIA, Big-
noBigHO. N-kiHueBuil perynstopuuii nomen CPTIA
MOXe Ha0yBaTH [Ba CTPYKTYpPHHUX CTaHW BHACIIJIOK
B3a€MOii 3 MOJENIOIOYUMH (PAKTOpPaMH, Ha KIITAJT
MmanoHin-KoA, ta BmiamBath Ha KOoHGpOpPMamilHHUH
ctad C-KiHIIEBOTO KaTaJiTUIHOTO JOMEHY, 3MiHIOO-
YU piBeHb aKTHBHOCTI ()EpPMEHTY.

Ha cporoanimHuiii neHs g0 pedepenTHol 0a3u na-
Hux ClinVar (NIH, CIIA) Baeceno 50 maTtoreHHUX
myTaniit reny CPTIA, 3 skux HaiiO1AbII BaXKUMH €
MicceHc-BapiaHTH, iHcepIil Ta genemii. Y Ourbmocti
MamieHTiB 3 OlalelbHUMH NAaTOTCHHUMHU BapiaHTaMH
CPTIA 3anumkoBa akTHBHICTH (EPMEHTY y KYIb-
THBOBaHUX (iOpoOiacTax MmKipu cTaHOBUTH 1-5%.
B monynsuisx miBHiYHMX HapoaiB (iHYiTH, €CKiMO-
cu) Hal0inpmw mnomupeHuM € BapianT c.1436C>T
(p.Pro479Leu), B 3akpuTHX peJiriiHuX Tpomanax
rytreputTiB — ¢.2129G>A (p.Gly710Glu) [4].

OIAFrHOCTUKA

Il ETATMMN

I. MacoBun HeoHaTanbHUM CKpuHiHr (MHC)

3abip xanmiasgpHOi KPOBi 3 M’ATH y HOBOHApPOIKE-
HHUX Ha TecT-OnaHK (cyxi Tuisamm) 3 48-72 rox micis
HapoOIKEHHS y AOHOIIEHUX, Ha 7-11 molOy XuTTI —y
nepea4acHo HapOIKEHUX.

HiarHoctuuni aHanitu: BiapHuU kapHiTHH (Co0),
cuiBBigHomenHs: Co/(C16 + C18),ammnkapHiTisau [5].

Metoanka—MS/MS (“Pharmbiotest”).

I.YTo4yHIOOYA AiarHOCTHKA

Y Bumaaky BussneHHs npu MHC?TBixsHOTO
kapHiTuHY,cuiBBignomenHs Co/(C16 + C18) ta |
BCIX BHJIIBAallMJIKAPHITHHIB, TOBTOPHE JOCIHIJIKEH-
Hsl KamiJaspHOI KPOBi 3 I’ATH y HOBOHAPOKCHUX Ha
TecT-0slaHKy (CyXi IISIMM) 3 BH3HAUCHHSM 3a3Hade-
HEUX aHaniTiB. Metoagunka—MS/MS (“Pharmbiotest™).

IIpu 1 Co, 1Co/(C16 + C18), | anunkapHITHHIB:

1) nani npenaranpHoro anamuesy: nedinur CPTIA
y IJIojia MPU3BOJUTH JJO TOCTPOI KUPOBOT AUCTPOPii
MEeYiHKW y MaTepi mijJ Yac BariTHOCTiI, MOXeE BigMi-
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YaTHCh TIMOTIIKEMisl, TMiIBUNICHHS MEUiHKOBHUX (ep-
MEHTIB, TilepaMOHi€Mis, TeMOpariyHi yCKIaIHCHHS.
2) nmonaTkoBi mabopaTOpHI MapKepH: ITiJBHINECHHS
3arajbHOr0 KapHITHHY CHPOBATKH KPOBI Ta TillOKETO-
TUYHA TINOMNiKeMis € crnenu(GivHuMHU s Ae(iluTy
CPTIA; piBenn AJIT, ACT y nBa-gecsTh pa3iB MOXKYTb
MIEPEBHIYBATH BEPXHIO MEXY HOPMH; TillepaMOHIEMIs;
MeTa0oNiYHUN auI03; MiABUIICHHS TyKHOI pocdaTa-
31, KpeaTuHPoCcPOoKiHa3H, 3araJpHOTO OinMipy0iHy, Mio-
r700iHY; MOPYIICHHS MOKA3HHWKIB KOAryJorpamu.

3) opraHi4yHUX KUCJIOT B cedi: 0e3 3MiH/auunypis
JIUKapOOKCHIBHUX KHCJIOT (0COOIMBO, MMij Yac MeTa-
6omiunoro xkpusy). Meronuka—GC/MS.

4) MOJNEKYIIpHO-TEHETUYHE TECTYBAHHS OKPEMO
koxkHoro reny(CPTIA,CPTIB, CPTIC)abo Bukopuc-
TaHHS MYJIbTUTEHHOT TaHeJl.

5) akrusnictb hepmenty CPT I (pibpobdnacty mikipu) [5].

KIHIYHI CAMIITOMM

VY Bumaaky paHHBOI MaHi(ecTamii 3aXBOPIOBaHHS,
npu HeoHatanpHIH Gopmi CPT I moxe BigmiuaTnch
pi3Ke MOriplIeHHs 3arajbHOTO CTaHy, MISBICTH abo
nigBUINCHA 30y/IIMBICT, BiAMOBa Bix ki, OJIOBOTA,
M's130Ba ci1aOKicTh, Kapaiomionaris (moexHaHa3 nepu-
KapAUTOM), TeUiHKOBa eHuedanonaris i3 po3BUTKOM
BaXXKOi TIMOKETOTUYHOT TIMOTTiKEMil, CYyTOM Ta KOMHU.

Jutsga dopma, sska MOXKE TPOSABIATH cebe Kap-
JioMionariero, mopyueHHsM (yHKIIT HUPOK, poO3-
BUTKOM Te€NarocTearosy, 3aTpUuMKa MCHUXOMOTOPHOTO
PO3BUTKY Ta CYAOM BIPOJOBXK | POKY KHUTTS.

[Tpu mi3Hiit manidecranily miaTiTKiB Ta g0poc-
JMUX 0Ci0 MmepeBakaloTh emi30au M'sa30BOi cIabKoOCTi,
6inp y M's3ax Ta Hamagum pabmomionizy, 0coOIHBO
micias Gpi3MYHOrOo HaBaHTaXeHHs [6].

Ockinbku pepment CPTIA mepeBakHO eKcmpecy-
eThes B iedinii, gedinut CPTIA kiniHiYHO OB’ I3aHUN3
IHIIMMH PO3JIaaMM XUPHUX KHCIIOT Cepejl IKHX:

- nedinut anun-KoA-zmerinporeHasu cepeaHbOTO
nanmpora (MCAD);

- nedpinut 3-rinpokcu-3-merunrnyrapuia (HMG)-
CoA-cuHTa3M;

- ne¢imut 3-rigpokcu-3-mermirnyrapui-KoA-niasu.

TFocTpwuit meuinkosuit mposis nedinuty CPTIA, 3a
BiZICYTHOCTI M’ sA30BHX a00 CepIeBHX MPOSBIB, KIi-
HIYHO MOKE€ H€ BiApi3HATHCS BiA iHmMHX Oe]eKTiB
OKHMCHEHHS JOBrOJAHIIOTOBUX XXUPHUX KHUCIOT 1 cTa-
HIB, SIKI XapaKTepHu3ylThCs 03HakamMu PeenonioHoro
CHHJIPOMY, CepeJl SIKHX:

- nedinut kapHiTHHHAIbMiTOINTpanchepasm 11
(CPT II);

- nedpimuT KapHITHHAIUIKAPHITHHTPAHCIOKA3H
(CACT);

- nedinut anuna-KoA-nmerigporeHasu 3 Qyxe J0-
BruMm sanutorom (LCHAD);

NiTepaTtypa

- 1edinuT MITOXOHAPiIaATBLHOTO TPHQPYHKIIOHATD-
Horo Oinka (TFP).

- [opyureHHS TUKIY CEYOBUHU.

- OpraniuHi anuaypii: METHIMAIOHOBA Ta IPOIIi-
OHOBA alMJEMis.

- [lopymenns okucHoro gocopuiitoBanus (MiTo-
XOHJIpiaJIbHI pO37aan).

- [lopymenHs raokoHeoreHe3y (XxBopo0Oa HaKOMH-
4yeHHs Tiikoreny | tumy) [7].

JIIKYBAHHA

1) OieToTepanisn:

- gacTe peryisipHe XapuyBaHHs, KPaTHICTb SIKOTO Bif-
PI3HSETBCSA Y PI3HUX BIKOBHX TPYIax i 3MCHIIYETHCA 3
BikoM auTHHHU. Emizonu Mi rogyBaHHSAMHU y HOBOHApO-
JOKCHOTO TIOBMHHI TPUBATH HE OUIBIIE TPHOX T'OAMH. Y
BiIli Bz 6 10 12 MicsIiB HEMOBIISATAa MOXKYTh FOJIOAYBaTH
JI0 YOTUPHOX TOJAMH HA JEHb 1 BiJl NIECTH 10 BOCHMH I'O-
1l BHOUI. J{iTh ctapmie 12 MicsIiB MOXKYTbh TOOyBaTH
4 ronuHY Ha JeHb 1 He O1nbire 8-12 roany BHOUI. SIKIIo
HEMOBIISI XBOpi€, 0COOIMBO 3 INXOMAaHKOIO, ab0 mepely-
Ba€ B CTaHi KaTaboi3mMy uepes iHmi (iziosoriuui crpe-
CH, TOJIOJYBaHHS, CJiJi OOMEXHUTUCS TPhOMa-40THpMa
TOJMHAMU 3 YaCTHUM KOHTPOJIEM KJIIHIYHUX CUMITOMIB.

- BUKOPUCTAHHS CyMillle# 3 HU3bKUM BMiCTOM JKH-
pPiB 1 BHCOKMM BMiCTOM BYTJEBOIIB (CHEPreTHIHUHN
6anaHc pauniony: 12—-14 % — 6inku, 58—68 % — Byrie-
Boau, 18-30% — xupn).

- BKJIOYEHHS B pAaliOH CEpeAHbOJIAHIIIOIOBUX
tpurninepuais (MCT) y Burnsani macen [8].

2) MenukaMeHTO3HE JIKyBaHHS:

a) KOPEKIIis TIMOTIiKeMIYHOTO CTaHy — Iepopaib-
HE TOAyBaHHS, a00 BHYTPIITHEOBEHHE BBEJCHHS PO3-
YUHY TIIOKO3H;

0) aKTUBATOPHU 3B’s3YBaHHS 1 BUBCACHHS a30THCTUX
CHOJIYK y BUIIaJIKax rinepaMoHiemii — OeH3o0ar HaTpilo;

B) 3a0e3medeHHsT aJeKBaTHOI rigparamii mija gac
Hamagy pabmomionizy Ta MiornoOiHypii mis mpodi-
JTAKTHUKHA HUPKOBOI HEJJOCTATHOCTI.

3) nmpu MeTabomiYHOMY KpH31 — IHTEHCHUBHA Tepa-
mist, reMoianis.

4) mMOTeHUIHHO TremaTOTOKCHMYHI 3acobu, TaKi
K BaJbIpOATH 1 cajinuiiaTH, B oci0 3 gedinurom
CPTIA nmporumoxkasasi [9].

NMPOIrHO3

[IporHo3 craHy Ta piBHS ICUXIYHOTO PO3BUTKY
Nali€HTIB 3aJeXHUTh BiJ] BaXKKOCTI 3aXBOPIOBaHHS,
CTyHeHs YypaXEHHS BHYTPIIIHIX OpraHiB: cepus,
neuinkn ta [UHC, TepMmiHiB mouaTKky IiKyBaHHS Ta
e(peKTUBHOCTI IHTEHCHUBHOI Tepamii mpu mMetadonid-
Hilil gexkommencamii. Panus maHidecTamis 3axBopro-
BaHHS 3a3BMYail Mae OUIBII TSOKKHI mepedir Ta MeHII
cnpusTIUBUHN nporxos [10].
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3. HEAOCTATHICTb
KAPHITUH-ALUWNKAPHITUH
TPAHCJIOKA3M (CACTD)

Has3Ba

HepocTaTHIiCTb KapHIiTUH-auUNKapHIiTUH
TpaHcnokaswm / Carnitine-Acylcarnitine
Translocase Deficiency

MKX 10/11 E71.3-MNopyweHHs oOMiHYy
XUPHUX KNCIOT

3ATANIbHA IHOOPMALIA, KOPOTKUH

onuc BIOXIMIYHOIO AE®EKTY

Jediuut KapHITHH/aLMIKApPHITHH TPaHCIOKa3H
(CACTD), (OMIM: # 212138) — pigkicHe ayTOCOM-
HO-pELECHBHE 3aXBOPIOBAHHSA, NPHYHUHOIO SKOIO €
TeHeTUYHUNA Ae(eKT TPaHCHOPTHOTO NPOTEiHy, iH-
TETPOBAHOTO Y BHYTPIIIHIO MeMOpaHy MiTOXOHIpIil.
CACT € gBaAnsATHM YJICHOM BEJIHKOI POJUHH TpaH-
cnoptaux OinkiB SLC25 (solute carrier 25), xapak-
TEPHOIO PHUCOIO SIKUX € (hikcamis y BHyTpilIHINA MiTO-
XOHApianpHIH MeMOpaHi 3a JOMOMOTOK 6-TIETICBOTO
rinpodoOHOTO cermeHTy 3 anbda-cmipaneit. CACT
€ AHTHIIOPTEPOM, — CHCTEMOIO BTOPHMHHOT'O AaKTHB-
HOTO TPAaHCHOPTY, SIKA MEPEHOCHUTHh AlMJIKAPHITHHH
3 pi3HOI0 JIOBXXKMHOIO BYIJIELEBOrO JIAHIIOrA 4Yepes
BHYTPIIIHIO MeMOpaHy MITOXOHJpiii B 0OMiH Ha me-
PEHECEHHS BIUJIBHOIO KapHITHHY y NPOTHICKHOMY
HampsMKy. 3 OINIsIAy Ha HEMPOHUKHICTH BHYTpIMI-
HBbOI MeMOpaHW MITOXOHAPIH I8 alMIKApHITHHIB,
CACT BBaxa€eTbcsl KIOYOBHUM KOMIIOHEHTOM MiTO-
XOH/pialIbHOT'0 «KAPHITHHOBOTO YOBHUKA» (carnitine
shuttle), ockinbku nediuut CACT npuzBoauTh 10
OmoxyBaHHs B-okucHeHHs xkupHUX kuciaoT (JKK) [1].

[puunnoro nedpinury CACT e myramii B TeHi
SLC25A20 (3p21.31), skuii ekcupecyeTbcs B Oib-
mOCTI TKaHWH opraHizmy. Lleil ren koaye Oinox i3
301 aMiHOKHCIIOTH, CKJIaga€eThecs i3 9 €K30HIB, HOTO
3arajbHa JOBKHWHA CTAHOBUTH NMPUOIN3HO 42 THCAUI
map HyKJIeoTHAiB. Ha TemepimHiil yac BimoMo moHAL
30 marorennux BapiaHTiB reHy SLC25A20 (ClinVar,
NIH), O6impmicts 3 sSKuX —(QpedMmipT-MyTamnii,
CIpUYHMHEHI Jenenisimu i aymiikanismu. [Ipogemon-
crpoBaHo, mo 3anuiikoBa aktuBHicTh CACT mis
OJIHOTO 3 HAWOINBII MOMMPEHUX CEepe]l €BPOIEHIIiB
natoreHHoro Bapianty renySLC25A20 — ¢.397C>T
(p.Argl33Trp) ckinanae 25% y mopiBHSHHI i3 mpo-
JTYKTOM HOPMAaJbHOTO BapiaHTy IbOTO TeHy [2].

3 ommsaay Ha ekcnpecito TeHySLC25A20 B Oinb-
mocti TkaHuH opranizmy, CACTD npuramanHi MyJib-
THCHCTEMHI ypaKeHHsI, O1JbII BUpPaXKEHI B opraHax,
SKi HaWOLTBIIE 3aiekaTh BiJf OKHCHCHHS XUPHUX
KHUCIOT (cepie, CKeIeTHI M A3, IMediHKa Ta HUPKH).
OCKITBKY IPOAYKYBaHHS €HEPTii Y HOBOHAPOIKEHUX
B 3HAYHIN Mipi 3aJIE)KUTH BiJl MITOXOHIpiaJIbHOTO Oe-
ta-okucHenHs KK, neonaransuuit mepedir CACTD,
3a3BUYal, TSKKHH, CYNPOBOXKYETHCS T1IIOKETOTHY-
HOIO TIMOTJIIKEMI€0, TiTepaMoHieMi€to, TimepTpodiu-
HOIO KapaioMiomaTieio Ta/abo apuTmiero, amHOE, TO-
pymeHHIM (QYHKIii MediHKH, clIabdKiCTI0 CKeIeTHOl
MycKynarypu Ta eHuedaionariewn. Emizonu mera-
OoJiuHOT JeKOoMIIeHCcalil YacTO NPU3BOJAATH 10 parl-
TOBOT1 cMepTi HeMOBIAT. [iTH 3 BaxKuM JachiluToM
CACT MaroTh HeCHPHUATIMBUN IPOTHO3, OIIBIIICTD 3
HUX TTOMHpae y Bimi 1o 1-ro poxy [3].

VY mamieHTiB, fAki cTpaxaanTs Ha gedinut CACT,
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BiIMi4a€ThCs MiIBUIICHHS BMICTy B KpPOBI IOBIO-
JMAHIIOTOBUX AalIUIKAPHITHHIB Ta 3HUKCHHS BIIBHO-
T0 KapHITHHY, a TaKOX MPOSBISIETHCSA HecmenupigHa
nukapOokcuibHa anuaypis. [imormikemis mig dac
rOJOJyBaHHS € pPe3yJbTaTOM BHUCHaXKEHHs 3amacis
MEYiHKOBOI'O TJIKOI'eHY, SKi B HOBOHApOJIKEHUX He-
3HaYHi, Ta MOPYUIIEHHS HpPONECIiB TIIOKOHEOTCHE3Y.
lNimepamMoHieMiss BWHHKA€e BHACIIJOK BTOPUHHOTO
HNPUTHIYEHHS NUKIY CEYOBHHU Ha TJI1 3HUKEHHS KOH-
neHtpanii N-ameTwnriyramary depe3 Hee(eKTHUB-
He Oera-okucHeHHs KK B MITOXOHIpisiX 1 MpUTHI-
yeHHs nponykuii anetun-KoA. I[ligBuineHHs piBHS
KpCaTHHKIHA3U BimoOpa)kae MOMIKOJKCHHS CepIs i
CKEeJETHUX M’ s3iB, B TOH K€ Yac MiABUIICHHS PiBHI
TpaHCaMiHAa3 € MapKepOM ITOIIKOKEHHS MEYiHKH Ta
Mm’sa3iB. [Ipu posnanax B-oxkucHeHHst Hajuuimok KK
MeTaboi3y€eThcsl ajlbTEPHATUBHUMM IJISIXaMHU, 30-
KpeMa &-MIKpOCOMallbHUM OKHCHEHHSM, B DPE3ylib-
TaTi 4Oro eKCKPETYIOThCs NTUKapOOHOBI KHCIOTH. 3a
AHATI30M OpPTaHIYHUX KHCIOT y C€di y MAIi€HTIB 3
nedpinutom CACT BUABAAIOTHCS MiABUIICHI KOHIICH-
tTpanii 3-rigpokcu-(au-)kapOOHOBUX KHCIOT, TIIIIH-
Hy Ta BIJCYTHIH KeTo3 [4].

AOIAFrHOCTUKA

Il ETATHN

I. MacoBui HeoHaTanbHUM CKpUHiHr (MHC)

3abip kaniJgsgpHOi KPOBi 3 M’ATH y HOBOHAPOIKE-
HUX Ha TecT-O1aHK (cyxi miasiMu) 3 48—72 ron micns
HapoJUKEHHs y JOHOIIEeHHX, Ha 7—11 moOy XuUTTS y
nepeayacHo HApOJKCHUX.

HiarHocTtuyHi aHamiTH: BinbHHH KapHiTHH (CO),
kapuiTHH 3aranpHui (Total), amunkapuitTunu: C16,
Cle6:1, C18, C18:1, C18:2,cmiBBiIHOIIEHHS: Kap-
HiTUH BinpHUi/3aransuuit  (CO0/Total), C16/C2,
(C16+C18:1)/C2), C18:1/C16, C18:2/Cl6.

Metoauka— MS/MS (“Pharmbiotest”).

I.YToyHIOOYA AiarHOCTHKA

VY Bunaaky sussieHas npu MHC: fanunkapHiTHHIB
Ta |BIIBHOT'O KapHITHHY — TMOBTOPHE JOCIHIIKECHHS
KanuisipHol KpOBi 3 IN’STH y HOBOHAapOJIKEHHUX Ha
TecT-0JlaHKy (CyXi IUISIMU) 3 BU3HAUEHHSIM BHILE3a3-
HAYEeHHUX J1arHOCTHYHUX aHaJITIB.

Metonuka — MS/MS (“Pharmbiotest™).

Y pa3i BHABIEHHS NOBTOPHOTO ITiJBHUIICHHS-
piBHSI anuiIKapHITHHIB Ta ix cniBBigHomenb TC16,
Cl6:1, C18, C18:1, C18:2, C16/C2, (C16+C18:1)/
C2), C18:1/Cl6, C18:2/C16 ta |Co — mpoBeacHHS
HACTYIHHUX JOCITI)KECHB:

1) ceya — anuaypist TUKapOOKCHIBHIX Ta TiIPOKCHIH-
kapOoxcmnpHEX (C6—C10) xucnot. Metonnka— GC/MS;

2) akruBHicTb CACT y ¢ibpobnacrax mkipu,
JeUKOIUTaX;

3)  MOJeKyJIspHO-TeHETUYHHH
SLC25A20 [4].

aHaji3  TeHy

KNMIHIYHI CUMITTOMU

[TpuramanHoO 03HaKOW Je(eKTiB P-OKHCHEHHS
JIOBTOJIAHIIFOTOBUX JKUPHUX KHCIOT, 10 MEPENiKy SIKUX
BiHocutbest CACT, € MyJabTHCHUCTEMHICTh BPaKEeHHS
13 3aJIy4CHHSM J0 MMaTOJIOTIYHOTO MPOILECy rOJOBHOTO
MO3KY, CepIlsi, CKeIIETHUX M’ S31B Ta MeYiHKH [5].

Buginators 2 popmu CACTD: BakKy HeOHATalb-
HY, sIKa XapaKTEePU3YEThCSI BUCOKMM PU3UKOM ParTo-
BOi JUTAYOT CMEPTi Ta CEPEeHbOBAXKKY IUTIAUY (POp-
MY 3aXBOPIOBAHHS.
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OCHOBHUMHU KJIIHIYHUMH TIPOSIBAMH €:

* MOPYLICHHS 3arajJbHOTO CTaHy 1 ICHXOMOTOPHO-
TO PO3BUTKY;

 cHuedaonatis (CymoMu, JETapris, KoMa); Mi-
kpormedaris;

* ypakeHHsSI NediHkM (TremaToMeralniss Ta Hopy-
menHs 11 ynkuii);

e M's130Ba r'ilMOTOHIA 1 CIa0KICTB;

* MiaJITis, 3MiHa KOIBOPY cedi (4epBOHO-O0ypHii KOIIip);

* KapaioMiomarisi, MOPYIICHHS CEPI[EBOTO PUTMY
(myHOUKOBA Taxikapis, OJ0Kaan);

* CHHJIPOM DPanToBOI AUTAYOI CMEPTI;

* IUXaJlbHI pO3JIaNH;

* HUPKOBA HEIOCTATHICTD;

e rimotepwmis [5, 6].

CACTD BkitoueHuid B TaHeIb PO3IMIMPEHOTO HEOHa-
TAJILHOTO CKPUHIHTY, TPOTe HOTO CKiIaaHo nudepeHiitoBa-
TH Bi AeBIUNTy KapHITHH ManbMiToiITpaHcdepasn TUILY
II (CPTII). Ockinbku aHi 3aXBOPIOBAaHHS MArOTh MOAIOHY
KITIHIYHY KapTUHY, U1 HAX XapakTepHEe HAKONMYCHHSIM
OJTHAaKOBUX JOBTOJAHIIOTOBUX ANMIKAPHITHHIB, 1 JIHIIE
y Bunaakax CPT II iHOmi MOXYTh BUSIBISTHCS YPOIXKEHI
aHoMautil, tudepeHiiiina JiarHocTuKa Iux MnopyueHs 0a-
3y€ThCsl HA CCKBCHYBaHHI BIIMOBITHUX T'eHIB [7].

JIIKYBAHHA

JlixyBauaas CACTD 3HauyHOIO MipoI0 3aJEKUTH
Big GeHoTHIY Ta mepeadavac:

1) nieToreparmito:

- yacTe peryisipHe XapuyBaHHs, KPAaTHICTb SKOT'O
BIAPI3HAETHCS Yy PI3HUX BIKOBUX Tpymnax i 3MEHIIY-
€TbCsl 3 BikOM auTHUHHU. IlepepBHM MiX TOgyBaHHAM
Yy HOBOHapoOM)KCHOTO NOBHHHI TpHUBAaTH HE Oinbmme
TPHOX TOAMH. Y Billi Big 6 10 12 MicALiB HEMOBIIS-
Ta MOXYTh TOJIOAYBaTH A0 4 TOAMH BIEHb 1 BiJ 6-8
rogua BHOuYi. [liTu ctapme 12 MicsliB MOXYTh ro-
JMOoMyBaTH 4 TOOWHM BICHB 1 He MeHmeE §-12 romwH
BHOUYI. SIKIII0 HEMOBIISI XBOpi€, 0COOIMBO 3 TUXOMaH-
K010, a00 mepeOyBae B cTaHi karabori3mMy depes iHIII
¢di3ionoriuHi cTpecH, TroJIOAYBaHHS CJijJ OOMEKHUTH
TPbOMa-40THPMa TOAMHAMHU 3 YACTUM MOHITOPHHTOM
KJIIHIYHUX CHMIITOMIB.

NiTepaTypa

- BUKOPHCTAHHS CyMilled i3 HU3BKMM BMICTOM
JKAPIB 1 BUCOKHM BMICTOM BYTJICBOHIB (CHEPTETHU-
Hui Gamanc paniony: 12—-14 % — Ginku, 58-68 % —
ByrineBoau, 18-30% — xxupn);

- BKJIOYEHHS B pAaliOH CEpeAHbOJIAHIIIOIOBUX
tpurninepuais (MCT) y Burnsani macen;

2) MeIMKaMEHTO3HY TEpalilo: pernapari KapHiTHHY,
TPUTENTAHOTHY, AKMH CXBaJICHUH YIPABIIHHAM 3 KOHTp-
omio 3a npoxaykramu i meaukamentamu CIIA (FDA) ms
BUKOPUCTAHHS B SIKOCTI MPOMIXHOI cyOcTparHOi (aHa-
riepoTuyHoi) Teparnii y nanientis i3 LCFAOD.

[podinakTuka MeTadOMiIYHOT  JACKOMIIEHCAIIT
nepexdadyae YHHKHEHHS €Mi30/iB TPHBAJOT0 TOJO-
JyBaHHS Ta 3HAYHUX (I3UYHUX HABAHTAXKEHb, IO €
TpUTEpaMu PO3BUTKY MeTabomigroro kpu3y. Cmix 3
00epeKHICTIO 3aCTOCOBYBATH TaKUW JIIKAPCHKUU 3a-
ci0, sk mpono¢oin, 3 METOW IHAYKIIT Ta MIATPUMKH
3arajbpHOI aHecTe3ii, Tak K [e MOXKEe CIIPOBOKYBAaTH
emi3zon MeTtabosiuHOO jAekoMmneHcamniero [Ipu mera-
OomiyHOMY KpH31 — IHTEHCHUBHA Tepamis, reMoiari3
abo mepuToHeaNbHUN miamiz[8].

JlixyBanus FAOD mnepenbavae miaTpuMaHHsS MO-
CTIHHOrO MOCTauaHHs CHEprii mijg Jac karabomizmy
MPOCTUMHU BYIJIEBOJAMHU IEepopaibHO abo BHYTpilI-
HBOBEHHO, SIKIIO TAaIlieHT HE MOXE MHiJATPUMYBATH
aHa0oONi3M TpH TepopanbHOMY Tpuitomi. Jng Tux,
XTO HE IEpPEeHOCHTbh IEpOopalbHE TOMYyBaHHS, CIif
HeraHO pO3MOYAaTH BHYTPINIHbOBEHHE BBEJCHHS
TII0KO3M JUISl MIATPUMKH HOPMallbHOTO PIBHS INIIO-
ko3u. Ilpo¢inakTuka rinormikemii 3HHUXKYE PHU3HUK
MOB'SI3aHUX 3 HCIO HEBPOJOTIYHUX YpaKeHb [9].

NMPOrHO3

[Tpu Heonaranpuiii mManipecranii CACTD 6inb-
IIICTh Malli€HTIB MOMHUpae y Bili K0 3-X MicsLiB.
CMepTh 3a3BHYail HacTae BHACIIJOK CEpIEeBO-Jere-
HeBoi HegoctarHOcTi. [Ipn cBO€dacHOMY BHSIBICHHI
3aXBOPIOBAHHS Ta IOYaTKy JIKyBaHHS B PaHHbOMY
HEOHATAaJbHOMY TEepioAi, MpH AOTPUMAHHI PEKOMEH-
Janiif, JiTH MOXYTh MaTH CHPHUSTIUBHIA TPOTHO3.
[lpu mi3Hiit Mmanidecramii BiAMIYa€THCS MEHINHI
CTYyHiHb Ba)XXKOCTI KJIiHIYHUX nposiBiB [10].
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4. HEQOCTATHICTb KAPHITUH-NANBbMITOIN
TPAHCOEPA3U TUNY I
(AE®ILUUT CPT 1I)

HazBa

HepocTaTHicTb KapHiTUH-NanbMiTOINTPaHC
¢depasu Tuny I/

Carnitine Palmitoyl Transferase Type Il
Deficiency

MKX 10/11 E71.3 - MopyweHHA OOMiHY
XUPHUX KNCIOT

3ATANIbHA IHOOPMALIA, KOPOTKUW

Onunc BIOXIMIYHOIO AE®EKTY

Kupui kucnoru (XKK) € rojoBHuM cyOcTparoM okuc-
Horo ¢ochopuitoBans Ta npoaykuii AT® y miToxoH-
JIpisSiX BHYTPIIIHIX OpraHiB, 0COOJMBO IIE€YiHKH, CEPIT
Ta CKeJeTHHX M’s3iB. MeMOpaHa MITOXOHAPIH, SK 1 mO-
BepxHeBa MeMOpaHa KiiTiH, HenpoHukHa st KK 3 mo-
BKHHOIO BYITICIIEBOTO JaHIiora Oipme 14 aromis (C14—
C20), siKi TPaHCIIOPTYIOTBCS 13 KPOBI J10 KIITHH T'PYIIO0
nepenocuukiB (FAT/CD36, FABPpm, FATP1-6) ta ax-
TUBYIOTBCSl Y 1uTo30i1 anmi-KoA-cuHTeTa3010 3 yTBO-
peHHsiM noBrosianutoropux auuia-KoA [1]. Tpancmopt
JTOBTOJTAHITIOTOBUX aiii-KoA depe3 MiTOXOHIpPiadbHY
MeMOpaHy TOTpeOye 3aiydeHHs KapHITHHY Ta TpaHCec-
tepudikanii anmn-KoA y anun-kapHiTHH Ha 30BHIMIHI
MeMOpaHi MITOXOHJpi Ta 3BOPOTHOrO IEPETBOPEHHS
anuiI-kapHiTHHY y aunn-KoA Ha BHYTpimHIA MeMOpaHi
MiToxoHApi#. Jlume y ¢popmi ammn-KoA noBromaHIrorosi
KK crarore mocTymHUMH IS (PEPMEHTIB P-OKHCHEHHS
y MiTOXOHJpiampHOMY Matpukci. TpancmopT ammn-KoA
i3 IUTO30JI0 IO MAaTPUKCY MITOXOHAPI OMOCEPEaAKOBY-
€THCSl TaK 3BAaHUM “KapHITMHOBUM YOBHHMKOM™ (carnitine
shuttle) — kapuiTHH-nAnBEMiTOINTpaHCcdepazoro (CPT). Le
— KOMIUIEKC, 1m0 BKiIrodae na Gpepmentu (CPT I ta CPT
II) i Tpancnoprep (KapHITHH-aUI-KapHITHHTPAHCIOKA3y
(CACT)). CPT I na 30BHINIHIA MITOXOHIpiadbHiI MeMO-
paHi Karaji3ye YTBOPCHHS alMiI-KapHITHHY i3 anmi-KoA
Ta WOro nepeHeceHHs 4epe3 30BHIIIHI0 MeMOpaHy MiTo-
XOHApi# y MixkmeMmOpannwuii mpoctip. CACT tpancnoprye
aIUI-KapHITHH 4Yepe3 BHYTPIIIHIO MeMOpaHy MiTOXOH-
npiif, a CPT II katanizye 3BOpOTHY TpaHCecTepuQikario
anuIKapHIiTHHY y anmwi-KoA Ha BHyTpimHIA MeMmOpaHni
miToxoHpiit [2]. Excrpecis HedyHKIIOHAIBHUX OLIKIB
Oyab-sikoro 3 kommoHeHTiB CPT-koMIiekcy BHACIHITOK
JedeKTy BiAMOBITHOTO T'€HY HPU3BOAWTH O HOPYIICH-
HS (QYHKIIT “KapHITHHOBOTO YOBHUKA”, TPHUTHIUYCHHS
B-oxucHenHs nosroianiorosux JKK, KIiTHHHOTO eHep-
roneiuTy Ta HAaKOTTMYCHHS TOKCHIHUX iHTepMe/iaTiB.

HemocratHicTh  KapHITHH-IaIbMITOLITpaHChEpasu
tuny 11 (OMIM: #600650) BuHMKae BHACHIIOK JIedeK-
Tty reny CPT2 (nokamizamis— 1p32.3-31.1). XBopoba
YCIIaJIKOBYETHCS 33 ayTOCOMHO-PEIIECUBHUM THIIOM; JUIS
MiomaTH9YHOi (POPMHU MOKIUBUH TAaKOXK ayTOCOMHO-IO-
MiHAaHTHHUH TN ycaakyBaHHs [2, 3]. Y reTepo3urot Ho-
CICTBO MATONCHHMX MYyTallill, 3a3BHYall, Mae OC3CUMII-
TOMHMUI NIepedir, HATOMICTh ICHYIOTh ITOBIIOMIICHHS IIPO
MaHidecTallilo 3aXBOpIOBaHHS y KOMITAyHA-T€TEPO3UTOT.

Hapasi Bizomo monan 100 maToreHHUX MyTalii B
redi CPT2(ClinVar, NIH), Giigpma 9acTHHA 3 SKUX —
¢peitmmidpT- Ta Miccenc-myranii [4]. CTymiebs 3HH-
xeHHs aktuBHocTi CPT Il BHacmizok mnarosioriuHux
myTanid B reni CPT200ymoBioe oaHy 3 Tphox (e-
HOoTUIIOBUX (hopM 3axBoproBaHHs: (1) JieTandbHy Heo-
HaTaJdbHY QopMmy, (2) BakKy iHGAHTUIBHY ITCUIHKOBO-
cepieBo-M's130By dopmy i (3) miomaruany Qopmy, sKa
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MOXe MaHi(eCTyBaTH K y paHHbOMY AMTAYOMY BIilli,
Tak iy gopocnux [2,4]. [leprri aBi popmu — BakKi MyIb-
THCUCTEMHI 3aXBOPIOBAHHS, 110 XapaKTEPU3YIOThCA Me-
YIHKOBOIO HEAOCTATHICTIO, €Mi30JaMH TiIOKETOTHYHOT
rinortikeMii, KapaioMionarier, CyJOMaMH i PaHHbOIO
cmeprio. Mionarnuna ¢opma —HaiOIbII MOMIKpPEHE
MOPYLICHHS JTiMiAHOTO OOMiHY Y CKEJIETHHX M’ 533X Ta
HalyacTilra MpUYruHA CIaIKOBOI MiOTIOOIHYPii.
Bcranosneno neBHUIT 3B'A30K MiXK OKPEMUMH TTaTOTEH-
HUMH MyTalisiMd Ta (eHOTHNOBUMHU (opMamu redinuty
CPT II. Tak, neranpHa HeoHaTalbHa (OpPMa BiMIYaETh-
Csl 'y TOMO3WIOT i3 HyIbOBUMH Bapiantamu reny CPT2
(p.Pro227Leu, p.Lys414ThrfsTer7 ta p.Lys642ThrfsTero),
eKCTIpecis SIKUX MPH3BOAUTH 10 YTBOPEHHS yCIY€HOTo Oil-
Ky abo ioro BigcyTtHocTi BHachimok aerpamamii MPHK,
a TaKOK y KOMITAyHII-TETEPO3UIOT 3 KOMOIHAIIIO HYJIbO-
BUX Ta MEHII TsHKKuX Myrauiii B reni CPT2, mo aco-
iif0BaHi 13 MOMIPHO BaXKOIO ()OPMOIO 3aXBOPIOBAHHS
(c.[1737delC];[520G>A]) [3, 6]. [udanTHIBEHA TEUiHKOBO-
cepreBo-M’s130Ba (popMa BIIMIYAETHCS Y KOMIAyHA-TeTe-
PO3UTOT i3 MEHII MaToreHHNMH BapianTamu reny CPTII
(p-Tyr120Cys, p.Argl51Gln, p.Asp328Gly, p.Arg382Lys,
p.Arg503Cys, p.Tyr628Ser, ta p.Arg631Cys), B pe3yibTa-
Ti ekcrpecii skux npoaykyerbes pepment CPT 11 i3 nemio
OI7BIIOI0 3AJMIIKOBOIO AKTUBHICTIO, IO MPU3BOIUTH JIO
PO3BUTKY TIOMipHOT Ta TKKOI (hopM 3axBoproBaHHA [3, 6].
[Mizas miomatnuna dopma aedinuty CPT I acomiiioa-
Ha 13 maroreHHUMH BapianTamu reny CPT2, siki konyoTh
(hepMeHT 13 3HAYHOK 3aJIHMIIKOBOK aKTUBHICTIO [3, 6]. V
nepeBaKHOI OUTBIIOCTI XBOPHX Ha MiomaruyHy (opmy
nedinmuty CPT Il inenTHdikoBaHMI TATOTCHHUI aielb
p-Serl13Leu y romo3uroTHOMY CTaHi a00 y CKITafi KoMIIa-
yaI-rerepo3urot. Oxpim p.Serll13Leu, mo HaibOimBII 1MO-
HIMPEHUX MaTOreHHUX BapiaHTiB reny CPT2 y eBponeiinis,
BifHOCSTH TakoX p.Pro5SOHis ta p.Lys414ThrfsTer7 [4].

AOIAFrHOCTUKA

Il ETATHN

I. MacoBuM HeoHaTanbHUM CKpUHiHr (MHC)

3abip kanmiJasgpHOi KPOBi 3 M’ATH y HOBOHAPOIKE-
HUX Ha TecT-O1aHK (cyxi miasiMu) 3 48—72 ron micns
HapoJUKEHHs y JOHOIIEeHHX, Ha 7—11 moOy XuTTS y
nepeayacHo HapOKEHUX.

Hiarmoctryni anamita: BimeHHH KapHiTHH (CO0),
KapHITHH BUIbHUIA/3arajbHAN, KApHITHH 3arajbHUH,
arpkaprituan:C12-C18, C16, C16:1,C18, C18:1, C18:2,
C16/C2, C16+C18:1/C2, C18:1/C16, C18:2/C16 [7].

Metonnka — MS/MS (“Pharmbiotest”).

II. YrouHroroua giarHocTuka

VY Bunanky BusBiaeHHS npu MHC 3HMKEHHS piBHS
BUTPHOTO KapHITHHY Ta 3pOCTaHHS allMJIKapHITHHIB —
MOBTOPHE JIOCII/PKCHHS KaliIsIpHOT KPOBI 3 I'STH Y
HOBOHAPOJKEHUX Ha TecT-0JIaHKY (CyXi MIsIMHU) 3 BH-
3HaYeHHSIM BHIE3a3HAYCHUX JIarHOCTUYHHUX aHalli-
TiB. Metonuka — MS/MS (“Pharmbiotest™).

[TepequacHO HapoJIKEHI [IIiTH MAalOTh 3HUXKCHY
3MaTHICTH 10 CHHTE3Y KapHITHHY.

[Tpu 3umxenni CO ta migumenHi piBaiBC12-C18,
Cl6,Cl16:1,C18,C18:1,C18:2,C16/C2, C16+C18:1/
C2, Cl18:1/C16, C18:2/C16 gocaigxeHHS:

1) mpodins opraHigHIX KUCIIOT B cedi: 0e3 3MiH; MOJKITHBA
anuIypis AMKapOOKCIITFHUX KucaoT. Merommka — GC/MS;

2) su3HaueHHs aktuBHOCTI pepmenty CPT Iy ¢ibpo-
OnacTax MIKipH, JICHKOIIUTAX: 3HIDKCHA a00 BiACyTHS [8].

3) MoseKyIspHO-TeHeTUYHUM aHani3 reny CPT2
(mocaipkeHHs OKpeMHX MaKOPHUX MyTalii, cexBe-
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HyBaHHS reHy CPT2 Ta/abo mocnigKeHHS MYIbTH-
reHHOoi maneni, mo Bkiatouae redn CPT2) [2].
JlonatkoBi ;mabopaTopHi Mapkepu: TiMOTIiKeMis, Ti-
nepaMoHieMisi, MeTabONIYHUN alMa03; 3pOCTaHHS PIBHS
kpearuHpochokinazu (B 5 Ta Olnblie pa3iB) Ta 3arajJbHOTO
6inipy0iny, a Takoxx mijgBuiieHHs aktuBHocTi AJIT Ta ACT.

KNIHIYHI CUMITTOMU

Buainattb 3 ocHOBHi chopmu

HepocTaTtHocTi CPTII:

1. JleranpHa HeoHaranbHa (opMa — HaWOIIBII
pinkicHa ¢opma; maHidecTye B mepmii JHI JKHUTTS,
Ma€e BaXKHH Nporpecyrounii mepedir ta xapakTepH-
3y€ThCS MEYIHKOBOIO HEJOCTATHICTIO 3 T1IOKETOTHY-
HOIO TIMOTJIIKEMi€l0, KapAioMiomaTi€ro, CyIoMaMH Ta
CMEpTIO Yy paHHBbOMY Billi [4]. Y HOBOHApOIIKECHUX
PO3BHMBAIOTHCSl TiMOTEpMisi, JeTapris, CyIOMH, riro-
TOHIsI, rimeppediekcis, Kapjio- Ta TermaToMeranis,
apuTMmii cepis (OUTyHOYKOBI TaxiapuTwmii), HUpKOBa
HEJOCTATHICTh. [[7f mMami€eHTiB XapaKTepHiI CTUTMH
nu3eMOpioreHesy: CKOmeHe Y00, Mikpouedalis, BU-
COKe MiAHEOIHHS, MUCIIA3isd BYNIHUX PAKOBUH, JOBTI
KOHYCOBHJHI Taiblli, KOHTPAKTypH, TiNOMiIa3is Hir-
THOBHX IUIACTHH, KICTO3HA JMCIIIA31s HUPOK, 1e(DeKTH
Mirpaiii HeHpoHiB, BKJIIOYAaIOUYN KiCTO3HY AHMCILIA3iI0
0aszaipbHUX TaHTNI{B, nedekTn abo mucreHes3is MO3KY.
[IporHo3 HecnpusTIUBUH, CMEPTh HACTA€E BIPOIOBXK
nepioay BiJl J€KIJIBKOX JIHIB 0 KiJTbKOX MicsmiB [2].

2. IudanTuibHa (l‘[e‘llHKOBO CepLIEeBO-M5130Ba) (bopMa
MaHi(ecTye B IepIIi MICsII KUTTS; IPOBOKYETHCS Mepio-
JIaMH TOJIOAYBaHHS a00 BIpyCHUMH 1H(EKIIISIMH; XapaKTe-
PHU3YETHCS TIMOKETOTUYHOK TiMOTTIKEMI€I0, MEUiHKOBOIO
HEOCTAaTHICTIO, Kap/liOMiOMaTier0 Ta mepu(epuIHo0 He-
Hpomiomnariero, CyioMaMu, HaraaMu OOJTIO B )KUBOTI Ta rO-
JI0BHOTO 005110 [4]. OCO0HU 3 TSHKKOIO TUTSYOI0 TIEUiHKOBO-
CepLEeBO-M’SI30BOIO q)opMom nedinuty CPT II wmaroth
PHM3UK PO3BUTKY IICUIHKOBOi HEIOCTATHOCTI, YPa)KeHHS
HEPBOBOI CHCTEMH, KOMH Ta PanToBOi cMepTi. 3a yMOB CBO-
€9aCHOI JIIarHOCTHKH, MATa€ThCA JTIKyBaHHIO [2].

3. Iizust mionarnyHa opMa MOXe Machl)eCTyBam 1o-
YHHAIOYM 3 MIEPIOy AMTHHCTBA JI0 IOPOCIIOro BiKYy 1 BBaXKa-
€ThCst HalOLIBI Jierkoro. Mionarnuna dopma pedinury CPT
I € HafOLTBII MOMMPEHNM TTOPYIISHHSM JIITTITHOTO OOMIHY,
XapaKTEePU3Y€EThCS YPaXKCHHAM CKEJIETHHX M SI3iB 1 € Haii-
YaCTIIIOK TPHYMHOIO CIAAKoBOi MiormioOinypii [4,6]. Ham-
MipHI (i3M4HI HaBaHTaKEHHs, HQEKIIiiHI 3aXBOPIOBAHHS,
NepioM TONIOyBaHHs € HAOUIBII YaCTUMH TIPOBOKYFOUHMH
YUHHUKAMH TOCTPHX IPOSBIB 3aXBOPIOBAaHHS. SIK MpaBuio,
CTPaK/IAIOTh MPEICTABHUKH Y0JI0Bivoi ctari (5,5:1). s nel
XapaKTepHi HaIlaIx MIalTii, 0 CyMPOBOLKYIOTHCS MiOTI00i-
HYpI€I0, CIPOBOKOBaH| TPHBAIMM (i3MYHIM HaBAHTAKCHHAM

NlitepaTypa

4.1 Sigauke E, Rakheja D, Kitson K, Bennett MJ.

(0cobmuBO, TICIIS TOIOYBaHHS), BIULTMBOM XOJIOy a0 cTpe-
Cy; MOJKITFIBA CITAOKICTB ITiJT Yac Hara/1iB; O3HAKH MiOTIaTii MiX
HamagaMu, 3a3BHYA, BiAcyTHI. B okpemunx Bumaakax s ¢pop-
Ma MOYKE YCKJIaIHIOBATUCSI HUPKOBOK HEIOCTATHICTIO [2].

JIIKYBAHHA

JlikyBaHHA nposBiB:

1. [JietoTeparmis: 9acTe perymspHE XapdyBaHHS (He
MeHmie 8 pa3iB/moly). JlieTa 3 BHCOKMM BMiCTOM BYyTJIe-
BOJIiB; eHepreTnyHuil OanaHc pauiony: 12—14% — Ginkwy,
58-68% — ByrneBonu, 18-30% — xupu. BxiarodenHs B pa-
I[I0H Cepe/IHbOJIAHIIIOTOBUX TPUIIIILIEPU/IIB Y BUIVISAL OJIiH.

2. MenukamenTo3Ha Teparmis: L-kapriTnH (Uit me-
PETBOPEHHS TIOTCHIIHO TOKCHYHUX JIOBTOJIAHIIOTOBHX
arn-KoA B alMiTKapHITHHH) i KOHTPOJIEM KOHIIEHTpPAIIii
KapHITHHY B KpPOBI; IVIIIMH, BiTaMiHu rpynu B — y noszax,
BI/IMIOBIZIHO JIO IHCTPYKIIiH II0/I0 MEJMYHOTO 3aCTOCYBaHHSL.

3. [Ipu meTabonivHOMY KpH3i — IHTEHCHBHA Tepa-
misi, TemMo/iani3 abo mepuTOHEeATbHUH Miami3

4. JlixyBauHs FAOD mepenbauae 3abe3medeHHS
MOCTIHHOTO MOCTAaYaHHS €Heprii mig Jac karadouis-
My TpPOCTHMHU BYIJEBOJAaMH MEpOpanbHO ado BHY-
TPIIIHBOBEHHO, SIKIIO MAIIEHT HE MOXE MiATPUMYBa-
TH aHaboJi3M MpHU NMepopasbHOMY IPHUIHOMI.

5. 3amobiraHHs TiMOTITIKeMil 3MEHITY€E PU3UK PO3-
BUTKY HEBPOJOTIYHHUX ypakeHb [2].

[podinaxruka nepBuUHHNX MposABiB: (1) iHOY3ii mIrO-
KO3U TPU THTEPKYPEHTHHX IHQEKLsSX (s 3arnodiraHHs
karabosigHOro crany); (2) yacti npuiiomu ixi; (3) yHUK-
HEHHsI TPHBAJIOTO TOJOAYBaHHS Ta TPHUBAINX (Di3ZUUHMX
HaBaHTaXeHb. [IpodinakTUka BTOPHHHUX YCKJIa[HEHb:
3a0e3MeueHHs aJIeKBaTHOI TiipaTarii mig yac Hamaxy pao-
JoMiomizy Ta MiormoOiHypii (Ui 3amoOiraHHsS HUPKOBIH
HEeI0CTaTHOCT). UWHHUKY, SKUX CIiJ YHUKATH: TPHBAII
(i3nuHI HaBaHTA)XCHHsI, TOJOLYBaHHs, JIMXOMaHKa, repe-
OXOJIO/DKEHHSI, XIpYpriuHi BTpPYYaHHS; MEIMKAMEHTO3HI
(baxTopu: BasmbIIPOEBa KHUCIIOTA, 10ynpoden Ta niazenam y
BHCOKHX JI03aX, 3aCO0M 3arajibHoi aHecTesii [2, 9].

'eHeTHuHE KOHCYJNBTYBaHHS: BH3HAUYEHHS DPiBHIB
anunkapuiTuHiB (C12-C18) B mma3Mi KpoBi y 4iIeHIB
POIMHM; TIPH BUSBJICHHI BIAXUIECHb — MOJICKYJISPHO-
reHeTuyHe jpociijkenns reny CPT2.

NMPOrHO3

[Ipn HeoHaTambHIN ¢GopMmi pamToBa CMEpPTh MOXKE
HACTATH B MEPINi THI KUTTA. MaHidecTallis KIiHIYHUX
NpOsIBIB MOB’s3aHa 3 TPUBAJIUM TOJIOJyBAHHSAM Ta Ha-
CTYNHHMH CTaHAMU: JTUXOMaHKa, iH(eKIii, BaKIIMHAILIS,
¢i3nuHi Ta eMOIiifHI NepeBaHTAXEHHS, M0 MOXYTb
NPU3BOJIUTHU IO PANTOBOrO IOTIPIICHHS CTaHy (PO3BH-
TOK METa0OJIYHOTO KpU3y), KOMHU Ta cMepTi [2,4,5].
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5.0E®ILUUT MOPOKCU-ALIUN-KOA-
OEFIOPOTEHA3U XUPHUX KUCNOT

3 NOBrMM BYTMELEEBUMM JTIAHLIIOTOM
(LCHADD)

HasBa

DediuunT rigpokcu-aumn-KoA-
OerigporeHasm XUPHUX KUCIOT 3 JOBIrum
Byrneuesum naduytrom/ Long-chain
hydroxyl-acyl-CoA dehydrogenase deficiency.
MKX 10/11 E71.3 — NMopyweHHs 06MiHy
XUPHUX KUCTOT

3ATANIbHA IHOOPMALIA, KOPOTKUN

onunuc BIOXIMIYHOIO AE®EKTY

[3onmpoBanmit pedinut rigpokcu-amuia-KoA-me-
TiIpOTEeHa3n XUPHUX KUCIOT 3 JOBIUM BYIJIECIIEBUM
nanmorom (LCHADD), (OMIM: # 609016) ta mo-
BHHH 1e(QILHUT MITOXOHIPIaJIbHOTO TPUPYHKIIOHAIb-
Horo Oinka (MTPD), (OMIM: #609015), no ckiany
sskoro BxoauTh LCHAD, € oqHUMH 3 HAWO1IbIII MONIH-
PEHHUX CHaJKOBHUX MeTabONIYHHX pO3JajJiB HOBOHA-
pomkenux. LCHADD ta MTPD xapakTepus3yroTbcs
BaXXKHM IepediroM Ta BUCOKHUM PiBHEM CMEpPTHOCTI
MPOTATOM MEpUIOro poky KUTTA[l, 2].

MTP — okramepHHH MyJIbTH(QEPMEHTHHNA KOMII-
JIEKC, KU CKIamaeThes 3 4 - 1 4 B-cyOOqUHUIB, IO
konytoTecss reHaMmu HADHA i HADHB, BigmoBigHo.
OO0uaBa TeHH po3TalIoBaHi B KOH]Iryparii rososa 1o
TOJIOBH Ha XpoMocomi 2p23.3 i MaloTh CIIUIBHHUH TPO-
morop. MTP noennye tpu ¢depmentu: enoin-KoA-ri-
nparazy (LCEH), 3-rigpokcu-auun-KoA-nerigporeHa-
3y (LCHAD) Tta 3-keroanui-KoA-tiomaszy (LCKAT),
SKI KaTali3ylTh TPH 3 YOTHPHOX MOCTITOBHUX €TAaIliB
[B-oKknMCHEHHS JOBTOJaHUIOTOBUX JKUPHUX KHCIOT. [Ipn
npomy, a-cyoommuums mposeiasie LCEH ta LCHAD
akTuBHIiCTh, B-cybonuuuus — LCKAT. [dedpiuur MTP
XapaKTepHU3YETHCS 3HMIKEHHSIM aKTUBHOCTI ycix 3 ¢ep-
MeHTIB. OCKIJIBKM HaWOUIbII TOMMPEHUM Je(eKToM
MTP-kommexcy € i3ompoBannii nedinut LCHAD npu
30epeKeHHI aKTUBHOCTI TigpaTa3W Ta Tiomas3u, I 3a-
XBOPIOBAaHHS PO3MIANAETHCA K OKpeMa HO30JI0Tis.

Hedinut LCHAD mnpusBoauth 10 OJO0KyBaHHS
MITOXOHPIaJIbHOTO P-OKMCHEHHS JOBrOJIAHIFOTOBUX
JKUPHUX KHUCIOT Ta HAKONWYEHHS TOKCHMYHHX IpO-
MIDKHUX IPOAYKTIB, IO CIPUUHUHSIE TOCTPI CUMIITOMH
Ta JOBrOTEPMiHOBI yckianHeHHs. KiiHI9HI cHMIITO-
MH TPOSBISIOTHCS €Mi30AaMu MeTabomigyHOi JTeKOM-
neHcanii Ha TJII TPHUBAJOTO TOJOJAYBaHHS Ta IHIIUX
MPOBOKYIOYHX (AKTOPIB i BpaXkaloTh OpraHu, siKi BH-
KOPHCTOBYIOTH JIOBIOJIAHIIOTOB1 JKHPHI KHCJIOTH B
SKOCTI OCHOBHOT'O JKepeya eHeprii (cepme Ta Cke-
netHi M’sa3u). Takox BigMmidaeTbes eHIedamomarTis,
TiMOKETOTHYHA TIiMOTIiKeMis, JaKTOAIU03 Ta MOpy-
menHst GyHkuii nedinku. KpiM TOro, Hakonu4eHHs
JIOBIOJIAHIIOTOBUX JKUPHUX KHUCJIOT Y MaTpUKCi Mi-
ToXOHApiH, cnpuunnene aedinurom LCHAD, npu-
3BOJUTH /IO OKCHJIATHBHOTO CTpecy 1 IMOPYLICHHS
MITOXOHApPialbHUX (QYHKIIiIH, IO PO3TIAMAAETHCS SK
natodiziomoriyHuii MexaHi3M (QOpPMYyBaHHS XpPOHidU-
HUX Ta HEBPOJIOTIYHUX CUMIITOMIB XBOPOOHU.

[Maronoriuni myrauii resy HADHA 00ymoBiio0Th
possutok LCHADD; xBopo0a Mae ayTocOMHO-pelecHB-
HUH THN ycrnankyBanHs. Ha manuit gac mo 6a3u ClinVar

(Hamionanpauii iHCTHTYT OXOpoHHM 310poB’si CIIA,
NIH) BHeceno 72 martoremni myTtamii reny HADHA,
OimpricTs 3 AKUX — 1e ¢permmripT (23), cruraiic-cailT
(13) ta micceHc myTarii (8), 1110 TPU3BOIATH J0 BTPATH
¢ynkuionaabHocTi (epmenty. Ha cporopimHid neHb
BCi mauieHTH 3 i3onpo0BanuM nedinurom LCHAD matots
NpUHANMHI OJTMH aJelb 3 MicceHc-MyTatiero ¢.1528G>C
(p-Glu474Gln), sxa BIIMBaE Ha KaTaNITHYHUH LEHTP
LCHAD oa-cybonunurmi. 3HauHa MOIIUPEHICTh MYyTa-
mii ¢.1528G>C, sika BusBmseThbcs npubauzuo y 90%
LCHAD-zediuuTHHX ajneneii, 103B0JIsi€ BUKOHYBATH Ie-
HETHMYHHMH CKPUHIHT IIbOTO 3aXBOproBaHHs. [HII MyTamii
B rerax HADHA a6o HADHB wacto npu3BogsTh 110 3a-
ranpHOTO Hedimury MTP[1, 2, 4].

OIAFrHOCTUKA

Il ETATMMN

I. MacoBuii HeonatanasHuii ckpuninr (MHC)

3abip xamiasgpHOi KPOBi 3 M’ATH y HOBOHApPOIKE-
HHUX Ha TecT-OnaHK (cyxi musamm) 3 48-72 rox micis
HapoOIKEHHS y NOHOMmEHHNX, Ha 7-11 moOy XuTTH y
nepea4acHo HaApOIKEHUX.

JliarHOCTHYHI aHaNITH: aUMJIKapHITUHH (Tid-
poxcunbHi  moximui):C12-OH, Cl14-OH, C16-
OH, C18-OH , C18:1-OH, C14:1-OH, C16-OH/
C16,C16:1-OH,C18:1-OH/C16,C18:2-OH,C18-OH/
Cl6(migBuimeHHs SKUX XapaKTepHO IS cTafii ne-
KOMIIeHCcaIii).

Metoauka — MS/MS (“Pharmbiotest”).

II.YTouHIOIOUa 1i1arHOCTHKA

VY Bumaaky BusBieHHs npu MHC fanumnkaphi-
THHIB — TOBTOPHE MOCIIIKCHHS KammiasipHOI KpPOBi
3 II’SITH Yy HOBOHAPOIKEHHWX Ha TecT-O0JaHKy (cyxi
MISIMA) 3 BHU3HAYEHHSAM TiAPOKCHUIBHHUX MOXIJTHUX
C12-OH, C14-OH, C16-OH, C18-OH, C18: 1-OH,
C14:1-OH, C16-OH / C16,C16:1-OH,C18:1-OH /
C16,C18:2-OH,C18-OH/C16.

Metonuka — MS/MS (“Pharmbiotest™).

[Ipu Bussnenni?C12-OH, 1C14-OH, 1C16-OH,
1C18-OH, 1C18: 1-OH, 1C14:1-OH, 1C16-OH/C16,
1C16:1-OH, 1C18:1-OH/C16, 1C18:2-OH, 1C18-
OH/Cl6nocniKeHHns:

1) B ceui — 1 mmkap6oHOoBUX KucIOT (C6-C14).
Meronuka — GC/MS;

2) 3HWKEHHS aKTHBHOCTI 3-Tigpokcmanui-KoA
JIET1IpOTeHA3H KUPHUX KUCIOT 3 JIOBTHM JIAHIIOTOM
B KyJIbTYypi hiOpoOIacTiB;

3) auis WiATBEPKEHHS JIarHO3y Ta IMPOBEICHHS Me-
JIUKO-TEeHETUYHOTO KOHCYJIBTYBaHHS — MOJICKYJSIPHO-
reHeTugHe pocnimkerHs reay HADHA. [3, 5, 8, 12]

JonmaTtkoBi mabopaTopHi MapKepu: TimOTIiKeMifd,
rimepaMoHieMisi, METaOONIYHUIE aUa03, JIAKTOAIH-
no3, TkpearuHpocdokinaszu, f3araipbHoro Oinipy0Oi-
Hy, TakruBHocTi AJIT ta ACT.

KNIHIYHI CUMNTOMU

Hedpimutr LCHAD wmoxe BHUSBIATHCA TiX dHac
CKPUHIHTY HOBOHApO/)KCHUX JO TMOSBU TMEPUIUX
CHMIITOMIB, 10 SKHX BiJHOCATBCS: MOPYLIEHHS TO-
JIEPAHTHOCTI 10 Xap4yyBaHHs, OJIOBaHHS, MISBICTH,
TiOTOHIsA, TemaToMeralis, ceplieBa HEIOCTATHICTH,
kapaiomiomnarisg. I[Ipu manipectanii LCHAD y pa=n-
HBOMY TUTSYOMY Billi, 3aXBOpIOBaHHS mepedirae 3xe-
OinpuIoro y Jerkiit popmi, npore 03HaKH BKIIOYAIOTh
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nporpecyody HirMEHTHY PETHHOIATiI0 Ta Heifpomna-
Tito.IlirMeHTHA PETUHOMATISI MOYMHAETHCS 3 TIMOMIr-
MEHTaIii Ta CKYMYeHHs MIrMEHTY B JKOBTIH TUIAMI i
MOCTYMOBO MPOTPECYE /10 HOBHOI anO(bn 3aHBOTO
noJsitoca oka. Ha mi3Hix cTaaisx y mamieHTiB moripury-
€ThCSI HIYHUHN 1 KOJIBOPOBHH 3ip, @ TaKOX NMPOTpecye
KOPOTKO30pIiCTh 3 MOAAIBIIOI BTPATOIO HEHTPAIBHO-
ro 3opy. Ilepudepuyna Helponaris 3a3BUYAN MOYU-
Ha€THCS 3 BTPATH CYXOXKIUIBHHUX pedekciB Ha HIK-
HiX KiHIOiBKax 1 TPyZAHOIIIB MpH X0Ab01 Ha I’ ATKaX.
3ro10M HAPYKEHICTh M’ 5A31B 1 aX1JIOBOTO CYXOKHILISI
3MeHIIye aiana3oH pyxis. [loganbiie nporpecyBaHHs
3aXBOPIOBAHHS XapaKTEpU3Y€ETHCS BTPATOIO BiAUYTTH
BiOpamii B HHKHIX KiHI[IBKaX, aTpodiero JIUTOK i To-
PYIICHHSIMHU XOIbOMU.

Heonaraneny ¢opmy LCHAD crain audepenuiro-
BaTH 3 IHIIUMH PiAKICHUMHU popMaMu KapaioMionarii,
BKJTIOYAIOUH XBOPOOY HAKOMHUUYEHHS TIIKOTeHY TUITY 2
(xBopoOa [Tommne), Ta 3 MOpyHMICHHSIMHU OOMiHY XHD-
Hux kucnot (FAOD), rakumu, sk gedinut rigpokcu-
anmn-KoA-geriiporeHasu >KHPHUX KHCIOT 3 TyKe
noBTuM ByTieneBuM janmiorom (VLCAD), nedimut
MHOXHUHHOT anmi-KoA-geriaporenasu, nedimuT kap-
HiTHH-anuiIkapHiTuHTpaHciaokasu (CACTD), npedi-
nut naiasMitoinrpancgepasu tuny 11 (CPT 11, Heona-
TanbHa (opMma), MOPYIICHHS 3aXOIJICHHS KapHITHHY
(CUD). HaBeneni posmagum OymayTh Bigpi3HATHCS 3a
pesynpratraMu 0OioxiMiduHOTO TecTyBaHHSA. CHiNbHHU-
MU B KJIIHIYHI# KapTHHI JaHUX NOPYUICHb € TiloKe-
TOTHUYHA TIMOTIIKEMisl 3 remaromeraiicto. Bakiausi
KJIIHIYHI 03HAKH, Ki MOXKYTbh JOTIOMOTTH BiJPi3HUTH
nedinut LCHAD Bix iHIIMX mopymeHb 0OMiHY XHUp-
HHUX KHCJIOT, BKJIIOYAIOTh HAasBHICTH KapaioMmiomaTii
Ta/abo pabmomioni3y, MO CIOCTEPITaeThCS MPHU Aes-
KUX, ajie He MpH ycix 3aXBOPIOBAHHSIX, pi3Hi MeTa-
60J‘I1TI/I alII/IJ'IKaleTI/IHy Ta npoqnm OpraHiYHUX KHUC-
JOT y cedi. OpraHmHy auymypuo 3a3BUYall MOXXHa
JIarHOCTYBATH 32 BMICTOM OPTaHIYHUX KUCJIOT y cedi
Ta aUIKapHITHHOBUM mpodimem miasmu. dedextn
JIUXaJbHOTO JIaHIIora BapiabesbHi 3a mposiBamMu. bio-
XIMIYHO Y XBOPHX CIIOCTEPIra€Thcsl JAKTOALMA03 i
KEeTOHEeMis (YacTo rnapajaokcanbHO — IiJBUIEHHS Ke-
TOHIB micns 1xki). /liarHocTHKa BUMarae mpoBejcH-
Ha JJHK-ananizy mt/IHK i speproi IHK, a B nesxux
BHUMaaKax HeoOXimgHa Oiomcis m’a3iB. [Ipu nmux craHax
MOXHa CIOCTEPIraTH KapIioMionariio; TimoTIiKeMis
3a3BUYail He BHU3HAUYAETHCS, 32 BUHSATKOM YPaXKCHHS
nedinku (cuHapomMu 3 BucHaxeHHsM MTHK). [le-
(heKTH ByIIIEBOJHOTO OOMIHY MOKYTH MPOSIBISITHCS Ti-
MMOTJIIKEMI€I0, 3HAYHUM JIAKTOAI[UJI030M, +/- KETO30M
i rematomerainieto. [Ipodine amuiakapHITHHY Ta Mpo-
(hinp OpraHiYHUX KHUCIOT Yy C€Yi MOXYTh JOMOMOTTH
nudepennitoBaru i posnaau Bin nedinuty LCHAD.

VY BariTHOI XiHKH, sika BuHotye mwiig i3 LCHADD,
icHye pusHMk po3BuTKy cunapomy HELLP (remomis,
MiIBUIIEHUN PiBECHb MEYIHKOBUX (HEPMEHTIB 1 HU3BKUI
piBeHh TpOMOOUIWTIB). B Takmx BUMamkax Ciim 37iH-
CHIOBATH TIEPUHATAIBHUI MOHITOPUHT Ta MEIUKO-Te-
HETHYHE KOHCYJIbTYBaHHS, OCKIJIBKH PU3UK LI KOKHOT
HACTYIHOI BariTHOCTI ctanoButume 25% [6, 7, 9, 13].

NIKYBAHHA

NikyBaHHa pediumty LCHAD nepepb6avae:

3) mieToTepamiio:

- 4acTe PeryssipHe XapuyBaHHA, KpaTHICTB SIKOTO
Bl[[pl?,HHCTI)CH y p13HI/IX BIKOBUX rpymnax i 3MCHIIY -
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€ThCSI 3 BIKOM AUTHUHU. [lepepBu MikX rogyBaHHSMH
Yy HOBOHapOM)KCHOTO TOBHHHI TpHUBATH He Oinbmie
TpHOX TOAWH. Y Bimi Big 6 10 12 MicAImiB HEMOBIATA
MOXYTh TOJIOAYBATH 10 4 TOAWH HA JEHB 1 6-8 ronun
BHOUYi. J[iTu cTapmie 12 MicsIiB MOXYTh TOJIOyBaTH
10 4 roguH Ha neHb 1 8-12 roguu - BHOYi. Skuio He-
MOBJISI XBOpi€, 0COOMMBO 3 JIMXOMaHKOI0, abo mepe-
OyBae B cTaHi karabouxismy uepes iHmi QiziomoriuHi
CTpecCH, TONOAYBAaHHSA CIiJ OOMEXHUTH TpPhOMa-do-
TUpMa TOJMHAMH 3 YaCTHM MOHITOPUHTOM KJIIHIYHUX
CHUMIITOMIB.

- TpyAHE BHUTOJOBYBAHHS CIiJi NPHUIUHUTH,
OCKIJBKHM TPYJIHE MOJOKO MICTHTH JOBTOJAHIIOTOBI
JKAPHI KHCJIOTH, Ta PO3IMOYATH CIelialli3oBaHEe KIi-
HiYHE XapuyBaHHS MOJOYHHMH CyMimamMu (Hampu-
knan, Lipistart®, Vitaflo (Nestlé Health Science),
abo Monogen®, Nutricia (Danone)).

- 3aCTOCOBYBATH CyMillli 3 HU3bKUM BMICTOM XHIB 1 BU-
COKMM BMICTOM BYIJICBOJIIB (CHEPIeTHYHUI OalaHC paIlioHy:
12-14% - Ginkn, 58-68% - ByrneBoau, 18-30% - xupwn).

- IOZlaBaTH B pallioH Maclia CepeHbOIaHIIOTOBUX
Tpnrnluepnms (MCT).

- JUIs IiTe# cTapiioro BiKy — CKJIaJHI BYTJIEBOJIHU Y
BUIIISIAL 100AaBOK 3 KYKYPYA3STHUM KpOXMajieM Ha Hid
(i 9yac TpUBANKMX €Ii30/iB FOJOJYBAHHS).

4) MEIUKaMEHTO3HY TepaIiio:

- TIpenapaTtu KapHiTHHY (IpH KOHIEHTpamii Biib-
HOTO KapHITHHY B Tmia3Mi MmeHme 10 MKMOIB/1.),
OCKIJIBKM HaJMIpHA KIJbKICTh allMJIKAPHITHHY 3 J0-
BIUM JIAHIIIOTOM MOY€ BUKJIMKaTH apUTMiIO;

- TPUTENTAHOIH (B IKOCTI MPOMiXkHOI cyOcTpaTHOI
(aHaTIIEpOTUYHOT) Teparrii).

I[podimakTuka wMeTabomigHOI  JEKOMIEHCAIil
nepenbavae yHHKHEHHS €Mi30AiB TPHUBAJIOTO TOJO-
JyBaHHS Ta 3HaYHUX (I3MYHMX HABAHTAXEHb, IO
€ TpUrepamMu po3BHTKY MerabomiyHoro Kpusy. [lpm
MeTaboIiYHOMY KpHU3i — IHTEHCHBHA Teparis, remMo-
niani3 abo mepuToHeanpbHUU miami3. [lamieHTam 3 Me-
TabONIYHOI0 JAEKOMIICHCAIII€I0 MPOTHIIOKAa3aHEe BHY-
TPIITHFOBEHHE BBEACHHS IIMiAiB Ta 3aCTOCYBaHHS
nponodony ais 3araibHol aHecTesii.

JlikyBanus FAOD mepenbavae 3abe3mneueHHs mo-
CTIHHOTO TOCTayaHHs eHeprii mij 4Jac karabousizmy
NPOCTUMH BYTJIeBOIaMH (TepopanpHO abo BHYTpIMI-
HBOBEHHO), AKIIO TMAMi€HT HE MOXE MiATPUMYBATH
aHa0oIIi3M mpu mepoparbHOMy npuiiomi. [l TUX, XTO
HE MEePeHOCHUTh IepopaibHe TONyBaHHs, CIIiJ| HeraifHo
pO3MoYaTH BHYTPINTHLOBEHHE BBEJCHHS TIIIOKO3H JJIS
HiITPUMKH HOpMaibHOTO 1i piBHS. [IpodinakTuka ri-
NOTIiKeMil 3HI)KY€E PH3HK ITOB'sI3aHUX 3 HEKO HEBPOJIO-
TIYHHX ypa)XXeHb. 3 METOI0 KOHTPOIIO Ta MOHITOPHH-
Iy YCKJIaZHEHb HEOOXiTHO 3a0e3MEUuTH pPeryIsIpHHI
ornsin opranpMoriora Ta kapaionora[6-7, 10-11].

NMPOrHO3

Kurreszarpozuumu npossamu LCHADD e pantosa
3yHNUHKA Cepls Ta CHHAPOM pPAnTOBOi CMEpPTI HEMOB-
nat1. IIporHo3 crtany Ta piBHS HEPBOBO-TICHXIYHOTO
PO3BUTKY MAI[i€HTIB 3aJ€XKHUTh Bijl BAXKKOCTI 3aXBOPIO-
BaHHS, CTYINEHs ypakeHHs BHYTPIIIHIX opraHiB (cep-
s ta nevinku) ta [I{THC, TepMiHiB moyarky JiKyBaHHS
Ta e(peKTHBHOCTI IHTEHCHUBHOI Tepamii mpu MeTado-
NigHIH mgexommeHcamii. MeTabonigHUA KPU3 MOXKE
MPOBOKYBATHCS IHTEPKYPEHTHUMH 1HPEKIIHHIMH 3a-
XBOPIOBAHHSIMH, TPUBAIUMH €I113071aMH TOJIOyBaHHS,
¢i3ngHIM ab0 eMOIIHHUM IepeHaBaHTAKEHHSIM.
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6. AEDILIUT ALIMN-KOA JEMOPOrEHA3
XWUPHUX KUCNOT

3 IY)KE NOBIMM BYTIELIEBUM NAHLIIOrOM
(VLCAD)

HA3BA

Oediunt Aunn-KoA perigporeHas

XUPHUX KUCNOT 3 AyXe OOBrMm Byrneue-
BuM naHurrom/ Very long- chain acyl — CoA
dehydrogenase deficiency

MKX 10/11 E71.3 - MopyweHHA OOMiHYy
XUPHUX KUCNOT

3ATANIbHA IH®OPMALIAA, KOPOTKUN
onunuc BIOXIMIYHOIO AE®EKTY

Hedimut Annn-KoA-nerigporeHasu XUpHUX KHC-
not (VLCADD) 3 nyxe TOBTUM BYTJICLHEBUM JAHIIO-
roM — MeTabosigHe 3aXBOPIOBAHHS i3 ayTOCOMHO-pe-
[[ECUBHUM THIIOM YCIaJKyBaHHS i BUCOKUM PU3HUKOM
neranpHocTi. Brnepme VLCADD Oyno onucano y
1993 poui, Hapa3i BBaXKaeThCsH OJAHUM 3 HAWIOMIM-
PEHIMUX po3NaAiB BHYTPIIIHROMITOXOHAPIaIbHOTO
B-OKMCHEHHS KUPHUX KHUCIOT.

VLCAD xkatami3ye Mo4aTKOBUH eTam po3merieH-
HSl J)KUPHHUX KHUCIIOT 3 JOBXKHHOIO JIaHIora Bix 14 no
20 aromiB Byriento. [lepexis Ha BUKOPHCTaHHS JJOBTO-
JAHIIOTOBUX XXUPHUX KHCIOT B SIKOCTI cyOcTpary st
OTPHUMAaHHS CHEPrii € KPUTHIHOK TOYKOIO (hi3ionoriy-
HOI ajamramii HOBOHAPOKEHOI AWTHHH. BHYyTpim-
HBOYTpOOHO eHeprosabe3medeHHs IUIOAY Oa3yeTbes
Ha TpaHCIUIAIlCHTAPHOMY ITOCTadyaHHi rioko3u. Ilicns
HapOJUKEHHS JKUPH MaTepUHCHKOTO MoJioka (OJIM3bKO
60% KaJopii) CTalOTh OCHOBHUM JIKEPEJIOM €HEProyT-
BOPCHHS, 0COOTMBO IS CEpIlsl Ta IHIIUX OpPraHiB 3 BU-
COKHM piBHEM CIIOKHBAaHHS €HEprii (TOJTOBHHUI MO30OK,
HUpKHU Ta ckeneTHi M’ s13u). Ockineku VLCAD ininiroe
UKI 3 4 MOCHIJOBHUX PEaKIlii, 3HWKEHA BHACIIIOK
TEHETUYHOT0 Je(eKTy aKTHUBHICTh ILOro (EpMEHTY
MPUTHIYY€E MITOXOHJApiaJbHE B-OKMCHEHHS JOBrOJaH-
IIOTOBUX XUPHUX KHCIOT B IIJIOMY, 1110 IPU3BOIUTH 110
3HIDKEHHA npoaykiii AT® y xxitTuHax opranizmy. Bra-
CIIZOK HEJAOCTATHBOTO eHepro3abe3nmeueHHs MioKapIy
HOTIPIIYEThCS MIATPUMKA CEPLEBOT0 BUKHIY, IO IO-
CUJIIOE TINOKCiI0 TKaHWMH, OCOOJIMBO IPU TPUBAIOMY
ronoxyBanHi. HaiiBaxui Hacninku nedinuty VLCAD —
PO3BUTOK paHHBOI IUTAYOI Kapjaiomiomnarii, rermarome-
raiis, TINOTOHIA Ta MEPIOAMYHI €i30AH TIMOTTiKeMil.

3axBOpIOBaHHS 00YMOBIICHE YHCICHHUMH MYTaIlis-
mu y redi ACADVL (OMIM: #609575), nokanizoBaHo-
My Ha xpomocomi 17 (moxyc 17p13.1). 'en ACADVL
BIIHOCSITH JIO POJAMHH TOMOJIOTIYHHX T'eHIB, SKi KOIY-
10Th anuia-KoA-zerigporeHasn XUpPHUX KHCIOT 3 Mpsi-
MuM naHnorom kopotkoi (SCAD, C4-C6), cepenuboi
(MCAD, C6-C10), Benukoi (LCAD, C10-C14) ta gyxe
Benukoi (VLCAD, C14-C20) nosxunu. Lli worupu ro-
moJiord MaoTh 40%-By 1A€HTHYHICTH aMiHOKHCIOTHOT
MOCJIITOBHOCTI KaTaJITUYHOTO JOMEHY Ta BHUKOPHC-
TOBYIOTHh (praBiHameHimauaykieotun (FAD) B skocTi
kodakropy. VLCAD e ynikanpHOIO cepen ammi-KoA-
JIeTiaporeHas 3a po3MipoM, CTPYKTYpOIO Ta JIOKai3a-
uiero y mitoxouapisix. SCAD, MCAD ra LCAD - ro-
MOTETpaMepH, 110 CKJIaJaIThCs 13 CyOOAMHUIL MACcOIO
43-45 xla, VLCAD — numep i3 cybonuHuIs Macow 70
k/la, Ko)kHa 3 SKHX Hece moyinentua macoro 29 x/la,
BIICYTHIH y TPbOX IHIIUX JAETigporeHa3. BigmiHHiCTIO
VLCAD Ttakox € mopiBHSHO CJIa0KHil 3B’SI30K i3 BHY-
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TPIMIHBOI0 MEMOPaHOI0 MiTOXOHAPIH.

I'en ACADVL cknagaersca 3 20 ex30HIB Ta Xa-
PaKTepHU3yEThCA 3HAYHOI T'C€HETHYHOI TeTepo-
IEHHICTIO, HIO 3yMOBJIOE KIIHIYHHE moMiMOpdhizm
VLCADD, noB'si3anunif i3 CHMIOTOMAaTHKOIO Ta BiKOM
MaHidecTanii XBOpoOHU, BaXXKICTIO MPOSIBIB Ta CTyIIe-
HEM ypakKCHHS MEBHUX OpPTraHiB i TKaHUH (BUAUISAIOTH
TpU OCHOBHHX ()EHOTHINHM 3aXBOpIoBaHH:). HaliBaxkua
tdopma gedinuty VLCAD cynpoBOmKyeTbCS Kapi-
OMIOIATi€X0 1 MEYiHKOBOIO HEIOCTATHICTIO Ta 4acTO
3aBEpUIYETHCS JETalbHO BIPOJOBXK MEPIIOTO POKY
*ut1Ts. [Ins cnagkosoro nedinuty VLCAD, 06ymoB-
JEHOTO TOMO3HMTOTHHUMHU ab0 CKIaJHUMH TETEepO3H-
roTHuME MyTanismu reny ACADVL, BcranoBneHuit
KOpeNAmiiHui 3B°A30K MiX THOOM MyTamii Tta ¢e-
HOTUIIOM XBopoOu. Ilepemik MaToreHHUX MYyTaIlii,
BHeceHux 1o Human Gene Mutation Database, nepe-
Buiye 350 BapiaHTiB 1 pO3MIMPIOETHCA 11O Mipi OTpH-
MaHHS HOBMX JaHux. [1, 3, 10].

[Tpubauzno 80% maToreHHUX BapiaHTIB MOB’A3aHI
3 BIICYTHICTIO 3aJHIIKOBOI aKTHBHOCTI (EpMEHTY
(Hy7bOBI BapiaHTH) BHACIHIJIOK MicCeHC- Ta (peiiM-
mipT-myraniii. Jlo HaiOINIbII MOMMPEHUX NATOTCH-
Hux BapianTiB reny ACADVL BinHocaTh p.Val283Ala
(rs113994167), sxuit BusBiseTbes npudauzao y 20%
VLCADD-no3uTUBHEX cy0’€KTiB IIpH BUKOHAHHI PO3-
IIIPEHOTO HEOHATaJbHOTO CKpuHIiHTY. Lleil BapiaHT
3yCTPIYa€eThCsI B 3aralbHid MOMyJNSIil i3 4acTOTOIO
0,1% Ta BHecenmii 1o 6a3u ClinVar (Hauionanbuuii
IHCTUTYT oxopoHu 310poB’s CIIA, NIH)[3].

OIATHOCTUKA

Il ETATHN

I. MacoBun HeoHaTanbHUM CKpUHiHr (MHC)

3abip xaniJsgpHOi KPOBi 3 M’ATH Yy HOBOHAPOIKE-
HUX Ha TecT-O0nmaHk (cyxi miasimu) 3 48-72 rox micins
HapOJUKEHHS y AOHOHmEHUX, Ha 7-11 molOy *XuTTS y
nepea4acHo HApOIKECHUX.

JliarHOCTHYHI ~ aHAITH: tamumkapHiTHHEC 14:1,
C14:2, Cl14, Cl6, C14:2 / C14, C14:1/C16i, C14:2/C16i,
C14:1/C16, |Co(xapakTepHo AJst cTaii JeKoMIIeHCalliT).

MeTtoguka— MS/MS (“Pharmbiotest”).

Il.YTouyHIOlO4aA AiarHocTMkKa

VY Bunagky susBinenus npu MHC fanuunkapHiTHHIB,
MOBTOPHE JOCHIUKEHHS KamiIsApHOi KPOBi 3 I ATH y
HOBOHAPOJ/KEHHUX Ha TeCT-0MaHKy (CyXi MIsAMH) 3 BH-
3HaueHHsM anuiakapHiTuHiB Cl14:1, C14:2, C14, Cl6,
Cl14:2 / C14, Cl14:1 / Cle6i, C14:2 / Cl6i, Cl14:1 /
C16,ra BinpHoOrO KapHuituny (CO0) [3-4, 6, 10]

Metonuka—MS/MS (“Pharmbiotest”).

[Ipu BusasnennitCl4:1, 1Cl14:2, 1Cl4, 1
C16,71C14:2 / C14, 1Cl14:1 / Cl6i, Cl4:2/Cl6i,
C14:1/C161, |Co mociigxeHHS:

1) B ceui — 1C6-C14 nukapOoHOBUX KUCIOT. Me-
tonuka —GC/MS;

2) aktuBHicTb VLCAD y nelixonurax;

2) pns WMiATBEpIKEHHS AiarHO3y Ta MPOBEICHHSA
MEJIMKO-TeHETUYHOTO KOHCYJIbTYBaHHS — MOJEKYJISIP-
Ho-TeHeTHU4He nociimxkenHs reny ACADVL.

JlonatkoBi naboparopHi Mapkepu: rimoriaikemis, |
KpeaTHHpOCPOKiHA3H, TimepamMoHieMis, MeTaboIid-
HHUW anumo3,f3aranpHoro OimipyOiHy, TMiormoOiHy,
taxktuBHocTi AJIT Ta ACT.

KINIHIYHI CUMITTOMU

Buninsiors 3 ¢popmu 3aXxBOproOBaHHS:



PEKOMEHAALIT ANS BMIPOBALXKEHHSA Y MPAKTUKY OXOPOHU 300POB’'SA /
RECOMMENDATIONS FORIMPLEMENTATION IN HEALTH CARE PRACTICE

- BakKka HeoHaTanbHa popma VLCADD;

- momipHo Baxkka popma VLCADD, mo mposBius-
€Thes y JiTe! Bil paHHBROTO HEOHATAIBHOTO MEPiOay
110 neplozly PaHHBOTO AUTHUHCTBA;

- mionatuuyna popma VLCADD 3 ni3Him mouar-
KOM, 1110 MPOSIBISETHCS Yy JITEH CTapUIOTo BiKY.

Heonaransna ¢opMa 3aXxBOpIOBaHHS XapaKTepH-
3y€TbCSl TOTIPHICHHSAM 3arajbHOTO CTaHy JUTHHHU
NPOTATOM MEPIINX MICAIiB XHATTA. XapaKTePHUMH
O03HaKaMM € MJISIBICTh abo TigBHIEHA 30yIJIUBICTS,
BiJIMOBa BiJ %Ki, allecTOHEMI4HE OJIOBaHHS, PO3BUTOK
ne4iHkoBoi abo HUPKOBOI HENOCTATHOCTI, M'S30BOT
crnabkocTi,cepreBuXx apuTMiil i xapaiomionarii. Ta-
KO TTOBiJOMJISI€THCSA PO MEepUKapiaTbHUI BHUIIIT.

locTpa MetaboniuHa AeKOMIICHCAIis Y AiTeH 3 ne-
¢inurom anun-KoA gerifiporeHasu >XUPHUX KUCIOT 3
Jy’)Ke JOBTHM BYIJICIIEBUM JIAHIIOTOM — CTaH, SKUH €
KPUTUYHHUM Ta 3arPOXKY€ )KUTTIO TUTHHH, IPOSBIISIETH-
cs y BUINIANI rocTpoi eHnedanonarii (MIABICTh, cO-
HJIUBICTB, JIETApTis, KOMa) Ta HamaJIiB OIIOBOTH.

[TomipHO Bakka (opma 3a3BHUAll MPOSBISAETHCS TillO-
KETOTUYHOIO TIOIIKEMI€I0 Ta renaroMeranietro. MoxyThb
CIIOCTEpIraTucs TOHIKO-KJIOHIYHI CyIOMHU Ta IPUETHYBa-
THCh O3HAKHU CEPLEBOi Ta HUPKOBOT HEJOCTATHOCTI.

MionarnyHa ¢opMa 3aXBOPIOBAHHS IPOSIBISETHCS
130JIbOBAHUM YPaKCHHSAM CKEJIETHHX M’s3iB, Hemepe-
HOCHUMICTIO (pi3MYHHX HaBaHTaXXCHb, MiajTi€lo, padmo-
MiOJIi30M Ta MiOTNIOOIHYpi€r0, sIKi 3a3BUYall BUKIMKAHI
IHTEpKYPEHTHUMHU 1HPEKIIITHUMHU 3aXBOPIOBAHHSIMH, T0-
JIOJIYBaHHSM, (i3MYHUM 200 SMOLIMHUM IIePEBAHTAKEH-
Ham. [lepmmit enizon pabaomioni3y 4acTo MpOsIBISETHCS
13 migBumeHHsaM kpearnakinazu (CK). [7, 11-12]

JIIKYBAHHA

Crparerii nikyBanus VLCAD BkirouaroTh 3amno0i-
raHHs eri3ojaM KaTaboJi3My IUISXOM 3a0e3MeyeHHs
JIOCTAaTHBOI KINBKOCTI eHeprii, YyHUKHCHHS HaaAMIip-
HOTO I'OJIOJyBaHHS Ta 3MiHU )KHPOBOTO CKJIANy IIi€TH.

HieTorepamis 3a3BUYail  BKIOYa€ OOMEKEHHS
CIOKMBAHHS JIOBTOJIAHIIOTOBUX JKMPHHUX KHCJIOT
(LCF) i3 nomoBHEHHSM TPUIIILEPHAAMH CEPEIHBO-
ro nanutora (MCT). Mera pgierorepanii mossrae B
MiHiMi3amii BHpPOOJCHHS TOKCHYHHX METa0OMIITIB
JKAPHHUX KUCIOT 1 3a0e3medeHHl JKepena eHeprii, K

NiTepaTtypa

npauino, ne MCT, mo0 o0ifiTu GpepMEHTHHH OIOK
y P-OKHCHEHHi, TAKHM YHHOM 3aM00iralouyu 3ajeix-
HOCTI OUTHHHU BiJ 3amaciB TIIOKO3W Ta BUPOOICHHS
KETOHIB, SIK aJIbTEPHATUBHOTO JKepelia eHeprii.

[Ipu GezcumMTOMHOMY mepeldiry 3axBOpIOBaHHS
abo nerkin popmi VLCAD, n03BONISIETHCS TONYBaHHS
TPYAAI0 MPHU JOCTATHIM KIIBKOCTI TPYyAHOTO MOJIOKA
Ta Z[OTpI/IMaHHl peKOMEHALIH MOA0 YHUKHEHHS eli-
30/1iB TOJOJyBaHHS.

[Tpu nomipuiit popmi VLCAD pexomeH0BaHO J0-
MOBHEHHS MaTEPUHCHKOTO MOJIOKa CIelialli30BaHOl0
cymimnrio 3 Hu3bkuM BMictoM LCF i Bucokum MCT.

[Tpu Baxkiét popmi VLCAD abo merabomiuHii
JeKoMmeHcalii OCHOBHHM JDKEPEIOM XapuyBaHHS
MOBWHHA BUCTYIIATH CTeNiaji3oBaHa CyMill 3 HHU3b-
kuM BMictom LCF i Bucokum pisaem MCT.[8, 9]

B saxocti MCT BnpoBaJKyeThCs BUKOPHCTAHHS
Tpurenranoiny* (mociijykeHHS €(EKTUBHOCTI Iue
MPOBOJATHCS).

MeankaMeHTO3HE JTIKyBaHHS IiJ 9ac MeTadomid-
HOTO KpH3y:

- KOPEKI[is TIMOTIIKEMIYHOTO CTaHy — B/B BBEJICH-
HS PO3YHHY TIIIOKO3U BIAMOBIAHOT KOHIICHTPAIIIT;

- 3abe3neyeHHs] ajeKkBaTHOI rigparawmii mijg yac
Hamaay pabmgoMionizy i MioroOiHypii 118 YHUKHEH-
HSl PO3BUTKY HHUPKOBOI HEJJOCTATHOCTI;

- TIpH TimepaMoHieMii - aKTUBATOPH 3B’ A3yBaHHSA
i BUBCJCHHS a30TUCTHUX CIOJYK — OCH30aT HATPIIO;

- TpenapaT KapHITHHY (10 -25 Mr/Kr/z[o6y) npu
KOHIIEHTpalii BIILHOIO KapHITHHY B IJIa3Mi MEHIIE
10 MKXMOJTB/T;

[Ipu kpu30BOMY CTaHI CIiJl yHUKATH BHYTPIOTHBO-
BEHHOTO BBEJEHHS JiNiAiB, MPU IOMY BIPOJOBXK 7
JIHIB HEOOX1THO J0JaTH HE3aMIiHHI KUPHI KUCIOT IS
MaIieHTIB HAa ApCHTepaJbHOMY XapuyBaHHi [11].

NMPOrHO3

[Iporuo3 crany Ta piBHSA (Hi3UYHOTO PO3BUTKY IIa-
I[I€HTIB 3aJIKUTH BiJ BAXKKOCTi 3aXBOPIOBAHHS, CTyTIe-
HSl ypa)KeHHs BHYTPIIIHIX OpraHiB (ceple Ta MediHka),
TEPMIHIB MOYATKy JiKyBaHHs Ta €()EKTUBHOCTI IHTEH-
cUBHOI Teparii npu MeTaboiuHil nekoMieHcarii. Pan-
Hs MaHi(ecTalis 3aXBOPIOBaHHS 3a3BUYail Mae OiIbII
BaKHH Tepedir Ta MEHII CIPHUITINBHIA PoTHO3 [12].
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7. DE®IUUT ALUN-KOA OEFOPOTEHA3
XWUPHUX KUCNOT 3 CEPEAHbOIO
NOBXWHOIO BYTMELEBOIO NAHLIOTA
(MCAD)

HA3BA

Oediunt Aunn-KoA perigporeHas XupHux
KUCNOT 3 cepefHbLOI0 AOBXKUHOK BYrfeLeBoro
naHutora /Acyl-CoA dehydrogenase, medium-chain/
Medium-chain acyl-coa dehydrogenase;
MCADH; ACADM

MKX 10/11 E71.3 — lNopyweHHA OOMiHYy
XUPHUX KACNOT

3ATAJIbHA IHOOPMALIA,

KOPOTKWM OMNMUC BIOXIMIYHOIO OE®EKTY

MCAD(OMIM:#201450)— reHeTHYHE ayTOCOMHO-
peliecHBHE CIIaJIKOBE 3aXBOPIOBAHHS i3 BHCOKUM PHU3HU-
KoM JietanbHocTi. O0ymoBiieHe myTanieto renyACADM,
110 JIOKaJi3y€eThCs Ha Xxpomocomi | mokyc p31. ['en xoxye
¢depment anmn-KoA gperizporenasy >KHPHUX KHCIOT 3
CepenHbpOI0 NOBKUHOIO ByrieneBoro naniora (MCAD),
SIKAW € OHUM 13 (epMeHTiB, 10 OepyTh y4acTh y MiTO-
XOHJIPiaJIbHOMY [-OKMCHEHHI KUPHHUX KHCIOT. DepMeHT
€ TOMOTETPAMEPOM 3 MOJIEKYJISIPHOIO Macolo OIH3bKO 45
k/la, micTuTh 12 ex30HiB, Oepe y4acTh B MiTOXOHpiaib-
HOMY [(-OKHCHEHHI JKHPHHX KHCJIOT, BYIJICICBHH JIaH-
IIOT SIKUX MICTUTH 6-10 atomiB [1].

MCAD € opniero 3 ammi-KoA-aerimporenas, ski
KaTaJli3yloTh MepIly CTajilo MITOXOHJApiaJbHOrO OeTa-
OKHCHEHHSI XMPHHX KHCJOT, aepoOHOro mpouecy, Io
PO3IIETIIIOE KUPHI KUCI0TH 10 aneTi-KoA i go3Boisie
BHPOONIATH eHeprito 3 kupiB. [lepima cranis monsrae y
BHJaNeHHI ogHOTO BonHIO 3 C-2 i C-3 Tioedipy ammi-
KoA 3 mpsiMUM JIaHIIOTOM, 1[0 IPU3BOIUTH JJO yTBOPEH-
Hs TpaHc-2-eHoin-KoA. ledinut ¢pepmenTy npu3zBoauTh
710 OJOKyBaHHS (4M PI3KOTO 3HMIKEHHS aKTHMBHOCTI) Mi-
TOXOHJIPI1aJIbHOTO [P-OKMCHEHHS, MOTIpUIYEThCS IOCTa-
YaHHS eHeprii nepudepuIHnX TKAHUH Ta 301IBITY€ETHCS
3aJIe)KHICTh BiJl TIIFOKO3U 3 BUCOKHM PH3UKOM PO3BUTKY
TIMOKETOTUYHOT TIMOTIIKeMii Ta HAKONWYEHHS TOKCHY-
HUX MeTaboiTiB (Taki sk C8 (0KTaHOAT) TOIIO), SIKi MO-
IIKO/DKYIOTh TKAHMHHU FOJIOBHOTO MO3KY, CEpIIs, TIEUIHKH,
BUKJIMKAIOTh IPUTHIYEHHS psny (EepMeHTiB, 30Kpema
UKy CEYOBMHU 1 TIIOKOHEOTEHE3y, HACHIIKOM 4OTO €
PO3BUTOK METAOONIYHOTO aIUA03y, TilmepaMoHieMil Ta
rinormikemii. dedimur MCAD € BigoMoI0 TpPHYHUHOIO
CUHJIPOMY PanToBOi AUTA40T cMmepTi [2-3].

OIAFrHOCTUKA

Il ETATMMN

I. MacoBui HeoHaTanbHUM CKpUHiHr (MHC)

3abip kanuIsIpHOI KPOBi 3 M’ ATH Y HOBOHAPOJKE-
HUX Ha TecT-OmaHk (cyxi miasimu) 3 48-72 rox micins
HapoJUKEHHs y AOHOLIEHUX, Ha 7-11 molOy *kuTTS y
nepea4acHo HapOIKEHUX.

HiarnoctwuHi ananiti: amuwikapHitTuan C6,C8:1,
C8,C8/C2,C8/Cs5,C8/C10,C10, C10:1 (xapakTep-
HO JUIS CTafAil JeKoMIeHcarii).

Mertoauka— MS/MS (“Pharmbiotest”).

II.YTouHOIOUa 11arHOCTHKA

VY Bunazaxy Businenust npy MHC tauunkapHiTHHIB,
MOBTOPHE JOCTIUKCHHS KamiIsApHOi KPOBi 3 ' ATH y
HOBOHAPO/UKEHUX Ha TeCT-O0MaHKy (CyXi MIsAMH) 3 BH-
3navennsam C6,C8:1, C8,C8 / C2 ,C8/ CS, C8/ C10,
C10, C10:1.

Metonuka — MS/MS (“Pharmbiotest™).

IMpuBussnennitC6,1C8:1, 1C8,1C8/C2,1C8/CS5,
1C8/C10,1C10, 1C10:1 mocmigxeHHS:

1) B ceui — TpiBenb C6-C10 n1ukapOOHOBUX KHCIIOT,
cyOepwirninus, rekcanoinruinua. Meronuka GC/MS;

2) aktuBHicTh ACADM y neiikonurax;

3) nng migTBEpIKCHHS NiaTHO3Y Ta MPOBEICHHS
MEIHUKO-TCHETHYHOTO KOHCYJIBTYBaHHS — MOJIEKY-
JsipHO-TeHeTH4YHe JochijkeHHs reny ACADM, skuit
konye acyl-CoA nmerigporeHasy >KHPHUX KHCIIOT 3 Ce-
PEIHBOIO TIOBKHHOIO BYIJICI[EBOTO JIAHI[IOTA.

JonatkoBi mabopaTopHi MapKepH: TiMOTIiKeMis,
rimepamMoHieMisi, MeTabONIUYHHHA amuao3, TKpeaTHH-
tdocdoxinasm, T3aranpaoro 6imipy6iny, TAJIT, TACT.

KNHIYHI CAMIITOMMU

Buninsiors HacTymHi KiIiHIYHI GopMHU XBOpOOHU:

- CUCTEMHA 3 YPaXKCHHIM CepUs i MeYiHKH

- meyiHkoBa opma

- MiomaTtu4Ha Gpopma.

3a TepMiHaMHU IOSBU NEPHIMX 0O3HAK 3aXBOPIOBAH-
HSl BUJIISIOTh:

- HEOHATaJIbHY QopMy

- IHTSYy 3 MaHiQecTami€ BIPOJOBK IEPIINX
JBOX POKiB XHUTTS (611m3bK0 40% XBOpPHX)

- mi3Hio [4-5].

Hailiuacrime 3axBOproBaHHs J1e0IOTy€e MOTIpIIEH-
HSIM 3arajJibHOTO CTaHy JHUTHHH 3 IIPOsiBAaMU eHIleda-
jonartii, sKa 9acTO yCKIAJHIOETHCS TIMOKETOTHYHOIO
TiMOTJTIKEMI€I0 Ta CYNPOBOIKYETHCS CEpeaHbOJAH-
IIOTOBOIO TUKapOOHOBOIO alUAypicro. Y DEIKHX Ma-
II€HTIB BiIMiYa€THCSA COHIMUBICTH, IO MOXKE MEPEUTH
y MOpYUIEHHS CBiJJOMOCTI, ITMOOKY KOMY 1 pamnToBy
cMepTh. BBaxkaeThcs, 10 B HEOHATAIBHOMY Iepiofi
HEJI0OCTAaTHE CIIO)KMBAHHS KaJOpii yepe3 TpyaHOIl 3
rPYIHUM BUTOJZOBYBAHHSM Bifirpae npoBigHy poib y
3amycKy MeTabonigHoTOo Kpusy[S5-6].

VY nitei micas 1 poKy *KHUTTS BiAMid4aeTbCs 3aTpUMKa
MICUXOMOTOPHOTO PO3BUTKY, PO3yMOBa BiJICTANIICTh, CY-
JIOMHUH CHHJIpPOM, MopymeHHs QyHKIii HUPOK, IUTYH-
KOBO-KHIIKOBOTO TPAaKTy, CEPIEBO-CYINHHOI CUCTEMH,
30pOBOTO anapary, HemepeHOCHMICTh (iI3UYHUX HaBaH-
TaxkeHb. [0cTpa MeTabosiuHa JEeKOMIICHCAIiS TPU3BO-
OUTh 10 KPUTHYHUX CTaHIB, IO 3arpOXYyIOTh XKHUTTIO
XBOPUX, HPOSIBISETHCS y BUINISAL rocTpoi eHuedarno-
naTii (MJISBICTh, COHJIUBICTb, JICTAPTisl, KOMa), HAMaiB
OmoBanHs Ta Pelie-moniOnux mpossiB. Ha ponatok no
ennedanonarii Ta Timoraikemii y miUTITKIB 1 JOPOCIUX
PEECTPYIOTH pabIoMioni3 1 TSDKKUH KapaialbHUHA QeHo-
THII 13 3yIIUHKOIO CepIls Ta apuTMieio [4,6-7].

Kpu3 3a3Buuaii mpoBOKYETHCS 1HTEPKYPEHTHUMHU
iHQEeKIIHHUMH 3aXBOPIOBAHHSMH, TOJIOJYBaHHSM,
¢i3nuHuM ab0 eMOUiHHUM MepeBaHTAKEHHSIM.

JIIKYBAHHA

3anobiraHHs TimoriikeMii 3MEHITyE PU3UK PO3BH-
TKY HEBPOJIOTIYHUX ypaXKeHb, TOMY OCHOBOIO JIiKyBaH-
Hgs MCAD e noiuHa BigMoBa Bij rojgonyBanHs [8].

[TanienTn He MOTpPeOYIOTH OYAb-SIKOIO OOMEXKEH-
HS KUPIB Y TMOBCIKJACHHOMY pallioHi, a TPyAHE BUTO-
JOBYBaHHS Mae OyTH JO3BOJICHE JOMOKH € JOCTAaTHS
KiJTBKICTh TPYIHOTO MOJIOKA.

[TamieHTH MOXYTb MEPEHOCUTH MEBHI TOJAMHH TI'O-
JonyBaHHS. MakcuManbHO Oe3MeYyHui Jac XapuoBoi
nepepBHy B cTaAii KOMIIEHcalil CTAaHOBHUTH /10 8 TOAHH
y nite#t BikoM Big 6 mo 12 micsauis, g0 10 rogmHuU
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- IPOTATOM JPYTOTO POKY XHUTTSA 1 10 12 ToamHM -
micis 2-pigHoro Biky. Ilicms 1 poky pexkoMeHIOBaHA
JOTaIis 2 T/KT CHPOro KyKYypYA3SHOTO KPOXMalio B
SKOCT1 JKepesa CKIaJHUX BYTJIEBOJIB MEpel CHOM,
o 3abe3rnedyye MOBiJIbHE BUBUIBHCHHS TIIIOKO3U Ta
JIOCTATHIN piBEeHb MIiKeMil BIpoIoBxK Houi [9-10].

VY nedKux TMami€eHTiB piBEHb KapHITHHY B KPOBI
MOKe OyTH HMXKYUM 32 HOPMY, TOMY PEKOMEH/I0BAHO
BUMIpPIOBATH HOTO PiBeHB KOXKHI 6 MiCAILIB 1 TogaBaTH
kapHiTuH (50-100 mr/kr/nenp) 3a morpebu [11-12].

[Tig yac rocTpoi qekoMIeHcanii i HeraiHo pPo3-
oyaTH BBEAEHHs IIoko3u (OosocHo 2 Mi/kr 25%
JIEKCTPO3M) JUIsl KOpPEeKHii rimoriikeMii 3 HacTymHUM
BHYTPIIIHHPOBECHHUM BBEACHHSIM TJIIOKO3H Y BHIIIAII
10% po3unHy IEKCTpo3M i3 3a0e3MedeHHSIM IMIBHUA-
kocTi iHQy3il 10-12 mr/kr/xB. Baxi1uBO MPOBOAHUTH
MOHITOPUHT PiBHS TJiKeMil IJs ajamnTamii iHIuBILY-
aJbHUX NOTpeO namieHTa. 3a HAIBHOCTI MTOKa3aHb CIIij
BUKOPHCTOBYBAaTH OUIBII BHCOKY KOHIICHTpAIIO JEK-

NlitTepaTypa

CTPO3H 4epe3 JAOCTYI LEeHTpaidbHOI JiHii. Y BUMaaKy
PO3BHUTKY CYNMYTHIX TOCTPUX 3aXBOPIOBaHb (TOCTPHIi
TaCTPOCHTEPHT i OMTOBaHHS, IHPEKIIiHI 3aXBOpIOBaH-
Hs Ta iH.) BHYTPINIHbOBEHHE BBeACHHS piaunu 3 10%
PO3YMHOM JCKCTPO3H CJIiJl MOUMHATH IKOMOTa paHilie,
JI0 BUHUKHEHHs rinoraikemii. [Ipu HapocTaHHi piBHS
aMmiaky npu3Havarh ckaBeHxepu. [lanientam 3 MCAD
MPOTUITOKA3aHO BBEACHHS JIMIAHUX PO3YUHIB NIPHU MO-
Tpebi mapeHTepanbHOro XapuyBaHus [4,8,12].

NMPOrHO3

[TporHo3 craHy Ta piBHS ICUXIYHOTO PO3BUTKY
Mali€HTIB 3aJeXHUTh BiJ] BaXXKOCTI 3aXBOPIOBaHHS,
CTyINEeHs ypakeHHS BHYTPINMIHIX opraHiB (cepue Ta
neuinka) Ta UHC, TepmiHiB moYaTKy JiKyBaHHS Ta
eexTuBHOCTI IHTEHCUBHOI Tepamii npu mMeTaboJiu-
Hill nexommeHcanii. HeonatanpHa maHidecTamis 3a-
XBOPIOBaHHS, 3a3BU4ail, Mae OiNbII TSOKKHUH mepedir
Ta MEHII CHPUSATINBHN MPOTHO3.
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8. MHOXWHHA HEOQOCTATHICTb
AUNN-KOA OETMNAPOreHA3(MADD)

HA3BA

MHoxuHHa HegocTaTHicTb Aunn-KoA
perigporeHas /

nyTtapoBa aumngewmis Il Tuny

Multiple Acyl-CoA Dehydrogenase
Deficiency /

Glutaric acidemia type Il

MKX 10/11 E71.3 -NopyweHHA
OOMiHY XXUPHUX KUCHIOT.

3ATANIbHA IHOOPMALIA, KOPOTKUN

onunuc BIOXIMIYHOIO AE®EKTY

Oxucuenns xupaux kuciotr (XKK) B miToxoHmpisx
— OaraTocTamiifHUH mporec X eH3MMAaTHYHOI Ierpaaa-
ii 3 mMepeHeceHHsIM aTOMiB BOJHIO BiJ CyOCTpaTiB 10
KHCHIO 3 YTBOPEHHSIM BOJM Ta BUBIJIBHEHHSM €HEprii.
Oxpim ¢epmentiB Ta TpancunoprepiB KK, nei mpo-
1ec 3a0e3neuyeTbest CUCTEMOIO TPAHCIIOPTY EJEKTPO-
HiB. [lepmuii etanm MiToXoHIpiankHOTO OKHCHEHHS KK
oTmocepenKkoByeThes (praBiH-3anexHIME anuiI-KoA-me-
rizporeHaszamu, crenudigvHUMH 10 CcyOCTpaTiB 3 TEB-
HOIO JIOBKMHOIO BYTJICLEBOTO JIAHIIOTa, KOQEepMEHTOM
akux € ¢uapinageHinguuaykiacorun (PAJ], noxigHa Bi-
taminy B2). ®AJ] Mae BUCOKY CIIOpiIHEHICTH /10 O1JIKO-
BOi YACTHHHU 1 HE BiIICILTIOIOTHCS Bill GepMeHTY Iicist
3aBepuIeHHs peakiii. Bignosnena ¢popma O®AITH2 nu-
IIa€THCS MPUETHAHOIO 10 (aBiH-3amexkHO01 armmi-KoA-
Jerijiporexasu, o iHrioye d¢epmeHt. BigHoBneHH:
AKTUBHOCTI (pepMEHTY MoTpedye rnepejiadi nmapu eyiek-
TpoHiB 3 ®AJIH2 y elxeKTpoHHO-TPAaHCIOPTHUH JaH-
IIOT MITOXOHAPI 3 okucHeHHIM DA JITH2 no ®AJI. Leit
mporec 3a0e3mnedyeThes ABOMa OiMKaMu: MOOITBHUM
enexTpoH-TpancnopTHUM ¢uasonporeinom (ETF), mo
npuiimae enekrponn Big ®AJIH2, Ta memOpaHo-acoi-
HoBaHOIO (IIABONPOTETH-YOIXiHOH-OKCHIOPEIYyKTa30k0
(ETFQO), sika omocepeakoBye OKHCHE JeriApyBaHHS
OAJIH2 i mepenady €JIEKTPOHIB O HACTYIHOTO eJje-
MEHTY €JIEKTPOHHO-TPAHCIIOPTHOTO JIAHIIOTa MiTOXOH-
npiit — kopepmenty Q10 [1-3].

Kommuekc ETF/ETFQO — enunuii miasx mepe-
Jnadi eJCKTPOHIB BiA JEB'ATH MITOXOHJIpPIaJIbHUX
®AJl-3anexuux ammi-KoA-gerigporenas Ta JBOX
N-metmnaerinporena3. Cnagkosuit gedpinutr ETFQO
abo ETF mpusBoguTh 10 iHTiOyBaHHA TPYIH ITUX
(hepMeHTIB Ta COPUYNHIE MHOXHUHHY HEIOCTAaTHICTD
anun-KoA-uperigporenas (MADD). MADD (OMIM:
#231680) — reHeTHYHE 3aXBOPIOBAHHS 13 @y TOCOMHO-
pEIEeCHBHUM THIIOM YCIIaJKyBaHHS Ta BUCOKHM PHU3H-
koM setanbHOCTI. [latorenni myTtamii reHiB ETFA,
ETFB ta ETFDH, ski xoayioTh Tpu OiTKOBI KOMIIO-
Hentu kommiaekcy ETF/ETFQO cnpuumHAIOTH MOpY-
[ICHHS HE JIMIIEe OKUCHEHHS )KUPHUX KHUCIIOT, a TAKOXK
MeTaboi3My psSaAy aMiHOKHCIOT (BajiH, JCHIIHH,
130JICHIIUH, THUPO3HH, JI3MH) Ta TIyTapoBOi KHUCIOTH
BHaciifgok iHriOyBanHs ®OAJ[-3amexxH0i TIyTapui-
KoA-gmerigporenasu. 3 miei mpuunan MADD Taxox
Ha3MBAaIOTh ITyTapoBoio anuaemiero tumy 11 [4].

I'en ETFDH (nokyc 4q32.1) ckmagaersest 3 13 ek-
30HIB Ta Koaye MoHomepHuil pepment ETFQO macoro
64 x/la, mo micture ®AJ] Ta nmokamizyeThcs Ha BHY-
TpimHIi MemOpani mitoxouapii. I'ean ETFA (mokyc
15924.2-q24.3) ta ETFB(nokyc 19q13.41) cknagaroTses
3 12 Ta 6 ex30HiB, Ta KOAYIOTh anbda- i 6era- cydoanHu-

i macoro 30 x/la Ta 28 x/la, BiamoBigHO. ['eTeponnmep
3 anb(da- i 6eTa- CyOOIUHUIL € MOOITHPHIM (PEPMEHTOM,
II0 JIOKAJi3yeThCs Y MAaTPUKCI MiTOXOHAPIT [5].

XapakTep Ta BaXKiCTh KIiHIYHUX nposBiB MADD
KOpEJIOE 3 MyTalisiIMU TPbOX MO3HAYEHHMX T'EHIB, ILI0
konywTh BianoBinHi komnoneHTd ETF/ETFQO xomm-
nekcy. Buningrors tpu ¢enorunu xsopobu: (I) nHeo-
HaTaJbHUI MOYaTOK 3 BpojkeHHUMU aHoMmamismu, (II)
HEOHATAJBHUN TOYaTOK 0e3 BPOMKECHUX aHOMAalii
ta (III) mi3Hifl moYaTok i3 MPOrpecyrvor0 M's30BOIO
cnadkicTio Ta enizogamu pabmomionizy. Tunum I ta 11
3a3BMYail BUHUKAIOTh BHACHi0K MyTauiii renis ETFA
ta ETFB i 3ycrpivatorscs npubauszuo y 7% XBOpHX,
tun 111, mos's3anmii i3 myranismu reny ETFDH i e
6inpm mommuperuM (93% xBopux) [3].

Ha TemepimiHi#t yac g0 MDKHapoaHOI 0a3u JaHHUX
ClinVar (version 22-02-28) BHeceHO 12 maToreHHUX
mytaniii B reni ETFA, 2 nmatorenni myraiii B reHi
ETFB Tta 60 matoremnux wmytanii B reni ETFDH,
IS AKUX JoBedeHu# 3B's130K 13 MADD. Haii6inem
MOMIMPEHNM TaTOTeHHHM Bapiantom TeHy ETFA,
aconiioBanum i3 MADD Tuny I, € miccenc BapiaHt
c.797C>T (p.Thr266Met, rs119458970); HaiiOiabII
nomupeni naroreHHi miccenc Bapiantu reny ETFDH,
mo acomiioBanuit i3 MADD tumy III: ¢c.250G>A
(p-Ala84Thr, rs121964954), c.770A>G (p.Tyr257Cys,
rs780015493) Ta c.1227A>C (p.Leud409Phe) [3].

3 orisily Ha 3HAYHO OUBIIY MOMYJSIIHHY MOIINpe-
HicTh MyTaniii B reni ETFDH, yrouHtoroui Monekysip-
HO-TEHETHUYHI JTOCHIKeHHs npu mino3pi MADD, ciig
PO3IMOYMHATH came 3 IIboTo reHa. KiiHiuHi Ta 6i0XiMid-
Hi 03Haku Moni0HI 10 MADD mposBisioThCA TIpU pH-
60(]maBiH-IyTINBOMY TPaH3UTOPHOMY HEOHATAIBHOMY
nedimuTi MEOKUHHUX anuia-CoA-aerigporenas, qude-
peHIiiiHa TiarHoCTHKA SKOTO 0a3yeThCst Ha aHai31 My-
Tamiil reHiB, M0 KOAYIOTh TPAaHCMEMOpPAHHI TPaHCIOP-
Tepu pubodnasiny ta ®AJl-cunrasy [6].

OIATHOCTUKA

I. MacoBuit Heonatanbsuu ckpuHinr (MHC)

3a0ip xaniJasgpHOi KPOBi 3 M’ATH Yy HOBOHAPOIKE-
HUX Ha TecT-OnaHk (cyxi musmu) 3 48-72 roa. micius
HapOJUKEHHS y AOHOHEHUX, Ha 7-11 molOy *XuTTS y
nepea4acHo HApOIKECHUX.

HiarnoctuuHi anamitu: amuwikapaitTuau: C4, C5,
Co6, C8, C10, C12, C5/C3, C4/C3, C4/C2, C5/C2,
C5DC, Binbuuit kapuitua (CO).

Metoauka — MS/MS (“Pharmbiotest”)

II.YTouHor04Ya 1iarHOCTHKA

Y Bunaaxy BussieHHs npu MHCTanmnkapHiTHHIB
Ta |BUIBHOTO KapHITHHY — MOBTOPHE IOCIHIiIKEeH-
Hsl KamiJIspHOi KpPOBI 3 N’SITH Y HOBOHAPOKEHHX
Ha TecT-OylaHKy (cyxi ruisiMu) 3 Bu3HadeHHsAM: C4,
Cs5, Co6, C8, Cl10, C12,C5/C3,C4/C3,C4/C2, C5/
C2,C5DC, CO (BinpHUIT KapHITHH).

Metonuka - MS/MS (“Pharmbiotest™)

[Ipu BusasnennifC4,1C5, 1C6, 1C8, 1C10, 1C12,
1C5/C3 , 1C4/C3, 1C4/C2, 1C5/C2, 1C5DC ta [CO
- JOCJIIKEHHS:

1) B ceui — 1BMICTy OpraHi4yHUX KHCIOT (€THJIMA-
JIOHOBA, INTyTapoBa, 2-TiIPOKCUTIyTapoOBa, aJHITIHO-
Ba Ta cibanuuoBa kuciotu). Meroauka- GC/MS;

- aMiHOKHCIOT (1BMICTy i30Bajepuiy, i300yTHII-
TIIIHHY, 2-MEeTHJI-0yTUPHII-TIIIUHY Ta CAapKO3UHY);

2) akTHBHICTb aJIMJIKapHITUHIB y (iOpobiacrax;

3) nas miaTBEpIUKEHHS JiarHO3y Ta MPOBEJCHHS
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ME/JMKO-TCHETUYHOTO KOHCYJIbTYBAaHHS PEKOMEHIY-
€THCS MOJICKYJISIPHO-TCHETHYHE JOCIi/DKCHHS TeHiB:
ETFA, ETFB ta ETFDH.

JonatkoBi 1abopaTopHi MapKepu:Tinoriaikemis, ri-
nepaMoHieMis, MeTaboMiuHUM anuma03, TkpeaTundoc-
¢doxinasu, T3aransHoro Oinipyoiny, TAJT, TACT.

KIMIHIYHI CAMIITOMMU

leTeporenni kiiHI9HI OCOONHMBOCTI MAIi€HTIB 3
MADD noginsfoTh Ha 3 Ki1acu: HeOHaTanbHa hopma 3
ypoukeHuMHU aHomaunisimu (tur 1), HeoHatanbHa popma
6e3 ypomxenux anomaniit (tum II) ta dpopma 3 mizHIM
noyarkoM (tum III). Heonaransui Gopmu, sk npasuio,
(daranbHi Ta XapakTePU3YIOTHhCSI BUPAKEHOIO HEKETO-
THYHOIO TIMOTIIKEMi€l0 Ta TilepaMoHieEMi€0, MeTabo-
JIYHUM aIU1030M, MYJIBTHCUCTEMHHUM YPaKCHHSIM Ta
EKCKpEIi€l0 BEIMKUX KUTbKOCTEH MeTabousiTiB, OTpH-
MaHUX i3 )KUPHUX KUCJIOT Ta aMiHOKHUCIOT [7].

CumnToMmu 1 Bik npu nosiBi MADD 3 mi3HiM 1o-
YaTKOM CHJIBHO BapilOIOTh 1 XapaKTepHU3yIOThCS €Mi30-
JaM¥ JeTaprii, OToBaHHS, Timormikemii, MeTabomid-
HOT'0 aI[M03y i remaToMeranii, SsKUM 4acTo MEPeaye
MeTtaboniyHuii crpec. CrocTepiraloTbcs Takox OiJib
y M’si3aX, M’s130Ba TiNOTOHIs Ta Miomatist [7-8].

1.HeonaransHa hopma 3 BPOUKCHIMH aHOMAJTISIMH.

[TposiBu 3aXBOPIOBAHHSI BiJl HAPOpKeHHS. JliarHoCTy-
I0ThCA KpaHionedansHi Am3Mopdii (BUCOKE YOO, Timep-
TEJIOPHU3M, TIMOTIIA31sl OOIUYYS 110 CEPEaHIH JiHIT, HU3b-
Ka MocaJKa BYNIHUX PaKOBUH). XapaKTepHI BPOKEHI
BaJy: M’s30Bi JC(PEKTH IEpPeIHbOI YCPEBHOI CTIHKH,
rimocmnajis; MeTaOOMIYHUN alMI03 Ta Ba)KKa TilorIiKe-
Mis. B mepmri 24 roguHM Bix HapOIKEHHS M’ s30Ba TiIlo-
TOHis, TermaTo- Ta, Hepomeranis, roctpa eHuedanona-
Tist (MJISIBICTh, COHJIMBICTB, JIETApTist, koma) [7].

2.HeonaranbHa Gpopma 0€3 BpOJIKEHUX aHOMATIN.

[Tepmi nmposiBM 3aXBOpPIOBAaHHS B HEOHATAJIbHOMY
nepioni. XapakTepHi MeTaOOTIYHUH ammumo3, BaKKa
rimoririkeMis, M’g30Ba TIMIOTOHIA, TemaTo- Ta Hepo-
Meramisg (iHOAI HUPKOBUH MOINIKICTO3), XapaKTEepHUI
3amax “CmiTHUTHX HIr”. Y OiapmIocTi BUMIAAKIB PO3-
BUTOK MEYIHKOBOT HEAOCTATHOCTI.

Ha nepmomy poui »KUTTsS pO3BUBAETHCS peclipa-
TOPHHH qUcTpec-CUHIpoM abo Peite-momiOHMIT cuH-
apom. Ilepebir 3axBOpIOBaHHS XapaKTEPU3YETHCS
HamajaaMH OJIOBOTH, BIAMOBHM BiJ 13ki, M’ I30BOI Irimo-
TOHI{, TaxinHoe, JeTaprii, KOMH Ha (OHI HEKETOTHY-
HOI rimortikemii Ta MeTabOoJIIYHOTO AI[U103Y.

3.dopma 3 Mi3HIM TOYATKOM:

[Mepuri kJIiHIYHI MPOSBY MOXKIMBI Y HEOHATAJIBHO-
My mepioni, y 5-6 pokiB abo y mopocmomy Bimi. Mae
XBHJIENoNiOHNH mepedir 3 HamagaMu OJIFOBOTH, TIMIOTIi-
KeMii, pO3BHUTKOM METa0O0JIIYHOTO alua03y, rermarome-
rajiii Ta MiONaTHYHOTO CHHIPOMY, SIKHH CYNpPOBOIXKY-
€ThCS M’ 30BHUMH OOJIIMH Ta IPOTPECYHOUYO00 M’ SI30BOKO
ciabkicTio pH QiznyHOMY HaBaHTaxeHHi [1,7-9].

NiTepaTtypa

JIIKYBAHHA

PexoMeH10BaHO AOTPUMAHHS JOBIYHOIO JI€THY-
HOT'O JIIKYBaHHS 3 BHCOKHM BMICTOM BYIJICBOMIB
(70%), HU3BKUM BMICTOM KHUpIiB Ta OiNKiB (3a MOXK-
nuBocTi,<20%), gacTuil mpuitom 1ki, yHUKHEHHS eITi-
30/1iB TOJIOAYBAHHS Ta HAAMIPHOTO (i3MYHOTO HABAH-
TaXCHHs.3amo0IiraHHs TiMOnTiKeMil CKOPOUYYE PHU3HUK
HEBPOJIOTIYHOTO MOMIKOMKECHHS [9].

Jus cra6imizanii komruiekcy ETF/ETFDH ycim
mamieHTaM PEeKOMEHIOBAaHO BUCOKI J03u pubodasi-
Hy (100-300 Mr/mens), KU € mOMEepeIHUKOM Qia-
BiHAICHIHANHYKICOTUAY, SKHH € Ko(aKkTopoMm s
ETF, ETFDH i ageskux MiTOXOHApiaJlbHUX (epMEH-
TiB, Takux sk anui-CoA-gerigporenasu [10].

Yepes BTpaTy KOH'IOTATiB KapHITHHY i3 cedeto, ma-
nieHTH 3 GA-II cxmwipHI 10 AeinuTy KapHITHHY, 10
MOXXe BHMAaraTu mnepopanpHoi mortamii (L-kapHiTHH
50-100 Mr/Kr/meHs).

VY marieHTiB 3 ayTOCOMHO-PELIECUBHUMH MYTallisi-
mu y ETFDH cnocrepirascst BTopuHHUN AeiuT Ka-
en3umy (CoQ10) Ta 3HMKCHA AKTUBHICTH KOMIIJICKCIB
JUXalbHOTO JIAHIIOTa y 0i0NTaTax CKeJIeTHHX M'A31B.
JlixyBauasa CoQ10 Moxe KOMIIEHCYBATH MiABUIICHUI
OKHCIIOBaJbHUN MITOXOHIpiadbHHUI cTpec y (ibpo-
6nacrax y nanientiB 3 GA-II, uyrtnuBux no pudod-
JaBiHy, 110 IIBHJALIE 3a BCE, BHUKJIUKAHO HEBIPHO
sropuytumu Bapiantamu OinkiB ETF-QO 3i 3umxe-
HuM 3B's3yBaHHsAM CoQ10. PexomeHmoBaHO M00aBKHU
CoQ10 (60-240 mr/menn) Ha mi3Hix cranmisx ['A-II,
0co0NMMBO, TIpH 3aTsKHOMY mepebiry [11].

[Tpu meraboniuHOMY KpH3i: IHTEHCHBHA Teparlis,
remMojiani3, 3a0e3nedeHHsl aJeKBaTHOI rigpararii mij
yac Hamajxy pabaomionizy 1 MiormoOiHypii ans mpo-
(himakTHKH HUPKOBOi HemocTaTHOCTI. JIiKyBaHHS CIifg
PO3MOYMHATH 3 BHYTPIIIHBOBEHHOTI'O BBEACHHS BHCO-
KHUX /103 TTI0K03H (8—12 MI/KT/XB) AN MiATPUMKHU PiB-
Hs1 TII0K03u Y KpoBi >100 mr/an. Kpim toro, y Bunaaxy
rinepriikemii, HE0OX1HO BBECTH 1HCYIIiH, a IPH TSIKKO-
My MeTaboniuHOMYy anmao3i - GikapOonar narpiro (pH
<7,10 abo 6ixapoonat <10 MmExks/m). ['emoniani3 abo re-
MOQITBTPAIiS MOKYTh OyTH PO3TIAHYTI AN TIKYBaHHS
TSOKKOI rimepaMoHieMii, a BHYTPIITHFOBEHHE JIIKyBaHHS
KapHiTHHOM Yy 11031 50-100 mr/kr/genp mae OyTH po3-
[oYaTo, SKIIO JIarHOCTOBAHO TSDKKUH aediunuT Kap-
HiTuHY. CliJl YHUKaTH BHYTPIIIHOBEHHOTO BBEICHHS
JIMiIB TiJ] 9aC TOCTPOTO METabOIIYHOTO KPHU3Y Ta MPHU
noTpeOli mapeHTepaIbHOro XapuyBaHHA [2,9].

NMPOrHO3

[IporHo3 cTaHy mami€HTIB 3aJeXHUTh BiJ BaKKOCTI
3aXBOPIOBAHHS, CTYIEHsS ypaXeHHsS BHYTPIMIHIX Op-
raHiB (cepue Ta nevinka) ta [{THC, tepminy modarky
JMiKyBaHHS Ta €(EKTUBHOCTI IHTEHCHBHOI Teparii mpu
MeTabomniuHii qekomnencanii. HeonatansHi hopmu 3a-
XBOPIOBAHHS MarOTh BUCOKHI BIJICOTOK JIETaJIbHOCTI.
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Summary

Fatty acid oxidation disorders (FAODs) are a group of inherited metabolic diseases (IMDs) caused by impairments in
mitochondrial B-oxidation of fatty acids (FA) due to defects in genes encoding enzymes, transporters, membrane channels,
and receptors that mediate this process. A common characteristic of this group of IMDs is an energy deficit associated with
suppression of energy metabolism in mitochondria due to a decrease in the production of ketone bodies and the substrate of the
tricarboxylic acid cycle — acetyl-coenzyme A. Since energy deficiency is a common pathogenetic factor of the entire group of
FAODs, the manifestation of these inherited diseases is similar, and only certain nosologies have specific differences in the
clinical picture, accordingly, these disorders require similar treatment. Initial manifestations of FAODs in neonatal and early
childhood most often include cardiomyopathy, liver dysfunction, and hypoketotic hypoglycemia. For newborns with FAOD,
the main danger is rapidly progressing crisis states of metabolic decompensation with severe, often fatal consequences. In
adolescence, in addition to the above severe symptoms, episodes of rhabdomyolysis may also occur.

Since long intervals between meals are one of the main factors provoking episodes of metabolic decompensation in
patients with FAODs, the key tool for their prevention is the avoidance of prolonged fasting. In cases of the development of
metabolic crisis states, symptomatic treatment is used with the introduction of carnitine according to indications. The special
role of carnitine is its involvement in the transport of long-chain fatty acids through the mitochondrial membrane. Treatment
of FAODs caused by a deficiency of enzymes whose substrates are long-chain fatty acids involves the use of a low-fat diet
and the addition of medium-chain triglycerides and docosahexaenoic acid to the diet. Success in treating IMDs as such
and FAODs, particularly, is directly related to early detection of the disease and treatment beginning since the destructive
effect of toxic metabolites on internal organs and the brain increases according to the duration of exposure, leading to their
progressive damage and delay in physical and mental development.

An effective tool for the early detection of newborns with IMDs is the extended neonatal screening program, the implementation
of which, according to the WHO, has become the greatest achievement of the health care systems of the developed countries of
the world in reducing the levels of child mortality and disability in the first 10 years of the 21st century. In 2019, the program
of extended newborn screening of IMDs was started in Ukraine at the initiative of the State Institution “Institute of Pediatrics,
Obstetrics and Gynecology named after Academician O.M. Lukyanova of the National Academy of Medical Sciences of Ukraine”,
“Association of Neonatologists of Ukraine” and “CDC Pharmbiotest” (Baby Screen, https://baby-screen.com.ua).

One of the main reasons that limit the general use of this diagnostic procedure is doctors' lack of awareness and attention
regarding IMDs, the causes of these serious diseases, diagnostic search algorithms, approaches to treatment, and patient follow-
up. There is an urgent need for concise medical information that includes: a brief description of the individual genetic defect;
characteristics of biochemical disorders and a list of marker substances that accumulate in the blood and urine of a newborn
with IMDs; procedures of primary and clarifying laboratory studies; clinical manifestations of the disease; treatment strategy
and prognosis. At the discretion of the Baby Screen team, this information is provided in the form of concise protocols.

In this publication, we present eight Clinical Protocols, which were prepared by a team of specialists in metabolic
pediatrics, medical genetics, and laboratory analytics, who were trained in the leading medical and genetic centers of the EU
countries and regularly participate in training and scientific-practical seminars on this topic. The sources of information given
in the protocols are international and national guidelines on extended neonatal screening, websites of leading organizations
specializing in the diagnosis and treatment of IMDs, and well-known monographs and periodicals.

Keywords: Newborn; Hereditary Metabolic Disorders.
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