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AxryanbHicTb. JleliinHO3 (XBOpO6a «KIEHOBOTO CUPOITY») — Iie CIIaIKOBe 3aXBOPIOBAHHA 3 ayTOCOMHO-PelleCUBHIM
TUIIOM YCIIAIKYBaHHA B OCHOBI AKOTO JIOKNUTH IOPYLIEHH 0OMiHy OpraHiYHUX aMiHOKUCIOT. 3aXBOPIOBAaHHA XapaKTepl-
3YETbCA PO3BUTKOM 3arPO3/IMBOTO [ KUTTA CTAHOM, CYIPOBOJKYETHCA 3aTPUMKOIO PO3BUTKY, IIPUTHiY€HHAM HEPBO-
BO-pe¢IeKTOPHOI 30yA/IMBOCTI, CrerudivHIM 3aIaxoM cedi (3aax «KJIEHOBOTO CHPOILY»), KETOALIA030M, FiIlorTiKeMi€ro.
Po3pisHAIOTH I'ATH KTiHIYHUX (PEeHOTHIIIB JIVHO3Y: KIaCUYHMIL, IPOMDKHMI, iHTepMiTyrounii, E3-gedinurauii ta tia-
MiH-Yy T/INBUI.

Iinb: Posmmputy sHaHH /TiKapiB-TeiaTpiB i HEOHATOOTIB I[OA0 KIIHIKO-TIAPAK/IIHIYHNX 0CcOOMMBOCTel Tepebiry
JIEMLIHOSY.

Marepianu Ta MeToau. B cTaTTi HaBeeHO KIiHIYHMIT BUIIA/IOK IIO/I0 K/IiHIKO-TTapaK/IiHiYHMX i MOJIEKYIAPHO-T€HETHY -
HUX 0CO0IMBOCTeIT Iepebiry elnHo3y 3 MaHiecTallielo B HEOHATAIbHOMY Hepiofi.

Omnuc KkiniHivHOrO BUmaaky. Xromuuk L., Bix TpeTboi BariTHOCTI, siKa nepebiraia Ha ¢oHi aHeMii 1 CT. Ta XpOHIYHOTO
nienonedputy. Ilepura BariTHICTD 3akiHYMIACh HAPOIPKEHHAM XJIOITYMKA, AKMITI HOMep Yy Bili 2 micALiB y 3B’ 43Ky i3 mpo-
ABAMM JIETiZipaTallil HOBOHAPOJKEHOIO Ta CYJOMHOI'O CUHPOMY (14 POKiB TOMy); Apyra BaTiTHICTb - BUKMHEM Ha 6 TVDKHI
BariTHOCTI. 3 5-1 HOOM KMTTSI BifMiYaBCs HECIIOKIlT IMTHHM, BiTMOBA Bifi DKi, KBO/Ie CMOKTAaHHS Ta BTpara Baru. [Ipotsarom
7-8 [OOV KUTTA y AUTUHY BifMidaBcsA excripaTopHuit ctorin. Ha 9-Ty o6y 3’aBymich ToHiuHi cynoMu. 3a yac nepebyBaH-
HA y BITH zBivi oTpuMaHO MO3UTUBHMI pe3y/IbTaT HEOHATATbHOTO CKPMHIHTY Ha JISMLIMHOM. 3a pe3y/nbTaTaMy IpoBefe-
HOTO MOJICKY/LAPHO-T€HETYHOTO IOCIiKeHH:A ByABIeHOo MyTalito reny BCKDHA, a came BapianT ¢.632C>T (p.Thr 211
Met) B roMO3UTOTHOMY CTaHi, IO IMiATBEPANIIO iarHO3 JIeiHOo3y la Tuiry.

Bucnosku. IlpencrapineHnit KIiHIYHMIT BUIIAIOK IeMOHCTPYE, IO JICMLINHO3 — 3aXBOPIOBAHHA, AKe MaHidecTye He-
crrenyipivHUMM Ta MYIBTYCUCTEMHYIMI YPa>KeHHAMY, CKJIAJHO H1aTHOCTYETHCA T, Y BUIIAIKY HECBOEYACHO PO3IIOYATOrO
crrenyihivHOro JIiKyBaHHS, IIBYAKO IIPOTPECYE B HEOHATAIbBHOMY Billi 1 MOXKe IPU3BOANUTY IO PO3BUTKY MeTaboIivHOT fie-
KOMIIEHC ALl Ta 3aBEPILUTIACS JIETA/IbHO.

KirouoBi crroBa: 1eiiinHo3, HOBOHAPOKEHNTA, MOJIEKY/IAPHO-TE€HETUYHE JOC/Ii/PKEHHS.

AKTyanbHicTh. BpomxeHni mnopyumeHHsa Me-
taboniamy (Inborn errors of metabolism, IEM)
— I1e MOHOT€HHI 3aXBOPIOBAaHHS, AKi CIPUYMHEHI]
MYTAaLIi€I0 y BiIIOBIJHMX TeHaX, 10 IPU3BOANUTH
no nedinuty depMeHTy Ta 6I0KyBaHHA MeTabo-
TMIYHOTO HIIAXY; XapaKTEPU3YIOTHCA IEPEBAXXHO
ayTOCOMHO-PELeCUBHVM TUIIOM YCHaJKyBaHHA
Ta MYIbTUCUCTEMHICTIO YPa)KeHH:, XO4a IIeH-
Tpa/ibHa HEPBOBA CMCTEMA 3a3BMYall yPa’Ka€ThCA
Haitdacrimre. bruspko 50% MmaHidecTyoTh B HeO-
HaTa/JIbHOMY Iepiofi HecriennpivHMMM Ta 3araib-
HUMMY KIiHIYHMMU [IPOSIBaAMI, 110 pOOUTH iX paH-
HIO JIIarHOCTUKY Ta IIPOTHO3 BKpail CK/IaJHUMMU.

JleitnyHO3 (XBOpO6a «KJIEHOBOTO CYIPOIIY»,
maple syrup urine disease (MSUD)) (OMIM

#248600) — crajjkoBa OpraHiyHa anupeMis, o0y-
MoOB/IeHa 1edillUTOM [eTifiporeHasy KeTOKUCTIOT
3 pO3Tajy>KeHVUM JIAHIIFOTOM Ta ITOPYIIEHHAM Me-
TabO0Mi3My aMiHOKMC/IOT JIeHLIMHY, i30/1eiuNHY,
BamiHy [1]. 3aXBOpIOBaHHA BIepIle OMNMCAHE AK
LIBYIKNI II0YaTOK HEpOJlereHepaTUBHOL XBOPO-
6u Menkeca y 1954 pori.

XBopoba Tpamsierbcs i3 dactoToro Bif 1:86
800 o 1:185 000 HOBOHAPOMKEHNX. Y TOIY/IALi-
X 13 KPOBHOCIIOPiZHEHNMM LITI06aMU 3aXBOPIO-
BaHicTh Moke mocaratu 1:200 Bumagkis [2].

ErionmaTorenes. JleiinuH, i30/eMIIMH Ta BaJjiH
BIJHOCATBHCA [0 aMIHOKMCIIOT 3 PO3raay>KeHUM
nanmoroMm (AKPJI, branched-chain amino acids,
BCAA). Ix xara6omnism IPOXOANUTDb B [Ba €TaIN
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(puc. 1). I-it eran nonarae B nepersopenHi AKPJI
y BignoBifHi keTokucnoTH i mepebirae 3a ydacri
AKPJI-Tpancdepasu BcepenyHi MiTOXOHAPIN cke-
JIeTHOI MyKY/IaTypu (Ha BifiMiHy Big MeTabomismy
{HIIMX aMiHOKMCTIOT, peaKIil AKKX 1epebiraloTh B
neuinni). HactynHuit etan npoxoauTsb mif miero
(bepMeHTHOro KOMIUIEKCY JeriIporeHasy KeTo-
KUCTIOT 3 posramykeHuM maniorom (branched-
chain ketoacid dehydrogenase, BCKAD), saxuii
IIEPETBOPIOE KETOKMC/IOTH B aljeToalleTat, alie-
TUI-KOA Ta CyKIuHin-koA. Yortupu cybopmuu-
Ii CK/IafaloThb MYIbTU(EPMEHTHNIT KOMIUIEKC
BCKAD. BoHy BKIIOYAIOThb AUTigpoOsinoaMijge-
rifporenasy (cybopmuuns E3) i gexap6okcma-
3y BCKAD (cybopuuuiis El1), 38’sa3any 3 gurin-
poninoinaunnrpancepasow (cydbopuunis E2).
[Bi perynsropHi cybopuunii (BCKAD-kinasa ta
BCKAD-docdarasa) Takox IOB's3aHi 3 ARpOM
cybomuuni E2. Kpim toro, cybonuunis E1 cka-
maetbes 3 Elalpha i nBox Elbeta cybopmuuis.

Ienn, AKi KOAYIOTb KOMIIOHEHTM Jerifipore-
HasHoro komiutekcy, El1-anbpda, E1-6eta, E2 i E3,
Oy/mM KapToBaHi Ha XpOMOCOMaXx JIIOAVHM, a Ca-
Mme:19q13.1-q13.2 (rer BCKDHA), 6p22-p21 (ren
BCKDHB), 1p31 (rem DBT) ta 7q31-q32 (ren
DLD) [3]. Ha cporopuimHiin genb B basi ganmx
renHyx myTaniit mopuaun (HGMD) ( http://www.
hgmd.cf.ac.uk/ac/index.php) onmcano nonanm 283
naToreHHux MyTanii B renax BCKDHA, BCKDHB
ta DBT. V manientiB i3 MSUD myTanii yacriure
cnocrepiraorbcsa B reHax BCKDHA ta BCKDHB.
[Tanientnt 3 MSUD MOy Tb 6yT11 TOMO3UTOTHUMMU
a60 KOMIIayH/| reTepo3UroTaMu. TuI ycrasKyBaH-
HA — aQyTOCOMHO-peljeCUBHUI [4].

Merabomiunnit po3najg BUHUKAE BHACTITOK
3HIDKEHHA aKTUBHOCTI KoMmiiekcy BCKAD, axnii
3HAXOUTHCA B MITOXOHJPiAX Ha BHYTPILIHIN Mi-
TOXOH/Ipia/ibHil MeMOpaHi pi3HMX TKaHVH, TAKUX
SIK CKeJIETHI M 5131, TIeYiHKa, HUPKM Ta MO30K, 1110
cupuse HakonmueHHI0 BCAA B CIMHHOMO3KOBIii
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Puc. 1. Cxema xarabonismy neiiuny, isoneitiiuny i Baminy
(https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5593394/)
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piguHi, mrasmi Ta ceui. Hait6inpima akTMBHICTD
ensuMHoro komiiekcy BCKAD xapakrepHa s
IIEeYiHKY, IPOMDKHA - /I HUPOK 1 HalIMeHIIa — B
M A130Bil1, )KUPOBIill Ta HEPBOBiIl TKAHNMHAX.

I[Tatonorias mpu MSUD o6ymoB/ieHa HaKOIMN-
4eHHAM B 0iO/IOTiYHMX pigVMHaX [iepuBartiB: 2-Ke-
TOI30KaIlpOHOBOI, 2-KeTO-3-MeTU/IBa/lepiaHOBOI,
2-KeTO30BaJIePiaHOBOI KUC/IOT Ta MPOABIAETHCA Y
BUIJIAZI CyKYITHOCTi K/TIHIYHIX CMMIITOMIB Y 3B’ 13-
KY 3 IMCYHKIIiIO LIEHTPaTbHOI HEpPBOBOI CCTEMIA,
iMyHHOI cucTemMy Ta ckeneTHUX M'a3iB. [lifgBuime-
HUJ piBeHb JIeMLIMHY Ta anbga-KeToi30KaIpoHO-
BOI KMC/IOTH, K BiJOMO, BUK/INKA€E HEVPOXiMiuHi
MIOPYLIEHH:, 110 NPU3BOAUTD [0 KIiHIYHO BUpa-
JKEHOI HelIpOTOKCUYHOCTI. TpaHCIOpTYBaHHSA Be-
VKX HEMTPAJIbHUX aMiHOKMC/IOT Yepe3 IeMaro-
eHnedaniqHmit 6ap'ep pisKO 3HIKYETbCSA Uepes
MiJBUILEHNIA PiBEHD JIEMLMHY. Y pe3ynbTari Ipu-
CKOPIOETbCA HAJXOMKEHHA 10 MO3KY THUPO3UHY,
Q)eHinanaHiHy, METIOHIHY, TpMHTocbaHy, ricTupm-
HY, Ba/liHy, [0 IPU3BOAUTD [0 MPOOIEM 3 BUTO-
JIOBYBaHHAM, O/MIOBaHHS, M/IABOCTI Ta HECIIOKOIO
y HoBOHapomkeHux [5]. IligBuieHHs piBHA Jeil-
IVUHY IPU3BOAUTD [0 LUTOTOKCUYHOTO HAOPSAKY
TOJIOBHOTO MO3KY Ta HETaTMBHO BIIIMBAE HA IIPO-
1ecy MieniHizanii 617101 pe4oBHM, [0 CIIPUYNHSIE
cygomu i komy [6]. MeTabormiT i30/meiiuyHy Hajjae
cedi XapaKTEpHOIO 3aIlaxy «KJIEHOBOI'O CUPOIIY»
abo manenoro Lykpy [7].

TakuM 4MHOM, O IPOBiIHNX MAaTOT€HeTUYHMX
edeKTiB BiTHOCATbCA: 1) BUCOKUI PiBEHD JIeIIN-
HY Ta J1oro MeTabomiTiB; 2) fedinT HeNTpaTbHUX
aMiHOKMCIOT (anaHiHy, IIIUHY, TIyTaMiHy, TH-
po3uHy, TpunTodany TOuO; 3) MOPYyLUIEHHA BHY-
TPITHBOK/IITMHHOTO TPAaHCIOPTY aMiHOKUCIIOT;
4) KeToalMIo3; 5) rimoHarpiemis; 6) HaOpsK Ta
arpodis TKaHMH MO3KY; 7) BTOpPMHHA rilepamMo-
Hi€eMis; 8) HEJOCTATHICTD IIIOKOHEOTeHes3y Ta Ti-
normikemis; 8) aMcyHKIis MiTOXOH/PMATbHOTO
AVXaJIbHOTO JIAHIIIOTA Ta OKMCHIOBAJIBHOTO oc-
¢dopumoBanua. [Ipn pedexri E3-mporeiny pos-
BMBAETHCA MITOXOH/Ipia/IbHA IIATOJIOTiA, OCKIIbKI
IIPOTEIH BXOAUTDH 10 CKIAAy: HETiAporeHasy Ke-
TOKMC/IOT C PO3Tally>KeHUM JIAHIIXOTOM; IIipyBart-
JETiIpOreHasHOro0 KOMIIZIEKCY; a-KeTOITyTapar-
JETiIpOreHasHoro KOMIUIEKCY; IIPUIIMAE yYacTh B
MeTabom3Mi mipyBary Ta 06yMoBioe (yHKIio-
HyBaHHA UKy Kpebca [8].

Ha cporopHi, icHye ' ATb K/IiHiYHMX (DeHOTHUIIIB
JIEIIHO3Y, a cCaMe: KIACMYHMI, IIPOMDKHUM, iH-
Tepmitytounit, E3-medinutamit Ta TiaMiH-qyTIN-
Buit. KiiHiuHa KapTVHA 3a/1eXKUTh Bifl 3aIMILKOBOL
aktuBHOCTI BCKAD, omHak iX TaKo)K MO>XHa Bif-
nudepeHIioBaTy 3a7IeXKHO Bifj TepMiHy MaHidec-
Tallil, TAOKKOCTI CMMIITOMIB, BiITIOBi/li Ha Tepari
TiaMiHOM Ta 3a 6ioxiMiuHMMM nokasHuKamu. Ka-
crunuit i E3-pedinuranit MSUD 3a3Buyait e6ro-
TYIOTb B HEOHATa/IbHOMY II€PiOfii, TOAi AK IIPOMIXK-
Ha, iHTepMiTylo4ya Ta YyT/IuBa f0 TiaMiHy dopma
MOXXYTb BUHMKATH B 6yIb IKOMY Bili [6].

HeonaranpHa (kmacudyHa) - HanOiIbII I10-
mypeHa Gopma JeiMHO3Y, AKa TPAIUISAETCA Y
50-75% BumapkiB. BoHa noB'sA3aHa 3 MyTarniamu
B TreHax, fAKi kogyoTb El-anbpda, E1-6era Ta E2,
IO TPU3BOAUTD 10 HM3BKOI (< 2% ¢epMeHTY)
samumikoBoi akTuBHOCTI BCKAD. AHTeHaranb-
Hi 0O3HaKM BifcyTHi, MaTy (reTepo3uroTHa 3a re-
HOTUIIOM) MA€ 3[JaTHICTb «OUYMILATI» YParKeHU
IUTiJ, i Tepiui O3HAKM iHTOKCMKALIL 3’ AB/ISIOTHCS
nuiIe Tic/s iHTepBay B Ki/bKa JHIB, He0OXigHO-
IO Jy/I1 HAaKOIMYEHHA TOKCUYHMX noxigHux. Ilep-
IIVIMY CUMIITOMaMU € BifICyTHICTb alleTUTY, C1ab-
KiCTb IIpM CMOKTaHHi, BTpaTa Baru, IpOHU3INBUIA
wiay Ta crenyudiyHuil 3amax cedi («KJI€HOBOTO
cupomy» abo majeHoro nHykpy). Bnpogosx 48 ro-
[IVIH ITiC/1 HAPOIPKEHH A PO3BUBAETHCA KETOHYPi,
3'ABJISIETHCS Tilep30yANMBICTb, OMIOBAaHHSA Ta [U-
cToHiA [9]. [lo YOTHpPUAEHHOTO BiKYy Y HEMOBJIAT
BUHIKAIOTD €Ii30/I1, sIKi Ha3MBAIOThCA «MeTA00-
TIYHUMU KpU3aMU»: Tilep30yAIuBiCTh IOYMHAE
YepryBaTuCh 3 KBOJICTIO, BUHMKAIOTH allHOE Ta
CyooMM, KBOJ€ CMOKTAaHHA, IiJBUILEHA COHJIN-
BICTb, @ TaKOXX XapaKTEPHUMMU € «BEJIOCUIIEIHI»
pyXu, OIICTOTOHYC, 3 MOAANbIIMM PO3BUTKOM
KOMU Ta PaHHBOIO CMEpTIO Yyepe3 HaOpsSK MO3KY
[10]. ITouaTkoBuII epion TpuBaE Bift 4 7o 7 AHIB.
IpynHe BUTOZOBYBaHHA MOXKE CIIOBUIBHUTH I105-
BY CUMIITOMIB JJO APYTOTO TVDKHA XKUTTA. Y [iTei
CTapUIOrO BiKy IiJBUILEHHA PiBHA NEMIVHY BU-
K/MKae Oib B emiracTpasbHiil JiIAHL, aHOPEK-
cito, 6/II0BOTY, JUCIIEIICiI0, IIIOTOHII0, 3MiHY piB-
HA CBIZJOMOCTI, IICUXiaTpU4YHi CUMIITOMM, PYXOBi
posnazan ta atakcito [11 ]. Kpim Toro, y mauieHTis
i3 TOCTpOI0 MeTabOMIYHO TEKOMIIEHCAIIEI0 MO-
JKYTh BUHUKATY KIiHi4YHi O3HAKN, rnopioHi 1o eH-
yedanonarii Bepuike [12].
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[TpomixHa ¢dopma nefIMHO3y XapaKTepusy-
€TbcA 3anuiikoBoio akTuBHicTIO BCKAD 1o 30%
Bif HOpMM i moB's3aHa 3 myraniamu B El-anb-
(a-KOMIIOHEHTi JIeTi[pOreHasHOr0 KOMILIEKCY.
3ycTpivaeTbcs pipmre, HbK KaacudHa, mepebirae
nifroctpo a6o xpoHiyHo. CUMITOMHU 3aXBOPIO-
BaHHA MOXYTb 3'ABIATUCA y OyAb-AKOMY Billi,
X04a 3alax «KJIE€HOBOTO CUPOIY» MOXe Binmi-
yaTucsA i3 paHHBOIO BiKy. XapaKTepu3yeTbCA
CTI/IKOI0 aHOPEKCi€l, XPOHIYHMM OITIOBaHHSM,
3aTPUMKOI0 POCTY Ta PO3YMOBOI BiJJCTaJIiCTIO.
[Iporarom mepmmx poKiB >XKUTTA y TaKUX JiTeil
CIIOCTEPIraloTbCs Mpo6IeMy 3 TOyBaHHAM, IIO-
TaHWil IPUPICT MOBXMHU Tilla 1 HeBpoOIOriyHa
CHMIITOMATMKa (3aTpMMKa PO3BUTKY, rinep3oyn-
nuBicTh, cygomu). Hamaay roctpoi metabonignol
IleKOMITeHCaIil KOHCTATYIOTbCA pifko [8].

IntepMmiryloya ¢opMa MoOXe BUHUKATU B
Oynb-sAKOMy Billi y paHille 3Z0pOBOI JTIOAMHI.
Hai6inpi BaXXIMBUMY CUMIITOMAaMI € MJISABICTb,
OMIOBaHHS, aTaKCifl, Jerifparaiis, KeToalymo3s
i rimormikemia. MaHidecTye KeTOAlMIOTIYHOIO
KOMOIO 3 PalTOBMM IIOYAaTKOM, IO BMHMKAE Ha
i Tpurepy (iHdekuis, HagMipHe CIIOXVMBaHHSA
6inKa, HeJOCTaTHA Ka/lOPifHICTh palioHy, ore-
patuBHe BTpy4yaHHs Towo). OcKinbku iHTepMi-
Tyo4a (opMa JIeMIMHO3Y iaTHOCTYETHCS JIUIIIe
iz vac MeTaboIivHOI eKoMITeHcallii, JaHi mpo ii
HocToBipHe mommpeHHs BigcyTHi [13].

E3-pedinuTHnit neiinyHo3 06yMoBIeHNIT My-
TalliAMM B IeHi, o0 Kojgye KomnoHeHnT E3 periz-
POTeHa3HOro KOMIIIEKCY. Y IMALi€HTIB 3 TaKOI
dbopmoro marosorii Mae micije KoMbiHOBaHA Hefo-
CTaTHICTDb JIETiIPOreHasHOro KOMIUIEKCY, MipyBa-
Ty Ta anbda-KeTorayTapar-jerigporenasu. e
BapiaHT 3aXBOPIOBAHHSA BiJHOCUTBCA O MITOXOH-
ppianpHux. Kniniuni npossu nopi6Hi o mpoMix-
HOi (¢opMy, OfHAK CYMIITOMU BUHUKAIOTH Y IIe-
piofii HOBOHAPOIKEHOCTI Ta CYIPOBOMKYIOTbCA
JAKTaT anumo3oM [14].

Tiamin-3anexxHa ¢gopma € pigkicHum ¢eno-
TUIIOM, TIOB’SI3aHUM 3 ITATOTEHHMMM BapiaHTaMu
reny DBT, axuit kogye cybogmaniio BCKAD E2.
Kniniyni nposiBu mopibHi g0 mpomixHOi dop-
Mmu. [3071bOBaHe BBelleHH: TiaMiHy Hee(eKTUBHE,
TOMY JlJaHa KOTOpTa HAalli€eHTiB moTpebye mieTmy-
HOrO OOMeXeHHS KOPOTKOJIQHIIOTOBUX aMiHO-
KJC/IOT Ta IpM3HAYeHHA Tiaminy [15].

HiarHocTyKa. JliarHOCTMKa 7IEMHO3Y [OHe-
JABHA IPYHTYBa/jacA Ha JaHMUX aHaMHe3Yy, K/IiHid-
HJX IpOsBaxX Ta OLHII piBHA CIiBBiHOILIEHH:A
AKPJI B xkpoBi. B anamMHe3i MO>XX/IMBi: KpOBHOCIIO-
pizHeHMIT UUTI00; CMOCK 3 aHAJIOTIYHMMIY KTiHid-
HYIMM IIpOsIBaMM; NIPOBOKY04i ¢akropu. OpHak,
y 3B'I3KY 31 CHpMATIVBUMY HaC/TiIKaMy IIpU BU-
ABJIEHHI 3aXBOPIOBaHHA Ha 48-72 TopuHy micid
HAapOPKEHHA i MO3UTMBHOIO €KOHOMIYHOIO eek-
TUBHICTIO AieTorepamnii, MSUD 6yB Bk/Ir0ueHMiT B
mporpaMy CKpuHiHTy HoBoHapomkeHnux (NBS) y
BCbOMY CBiTi, 3/1e61/IbIIOr0, B eKOHOMIYHO PO3BMU-
HeHux KpaiHax. [https://www.scielo.br/j/jiems/a/
Xs68ysqgofGPGQmdMqwmHMy/]. B VYkpai-
Hi NBS Ha 21 3axBoprooBaHHA, B T.4. Ha JIENLU-
HO3, mpoBoanThes 3 2021 p. (Hakas MO3 VYkpa-
inm Big 01.10.2021 p. Ne2142). OpHak, CKpUHIHT
NEMVMHO3Y XapaKTEePU3YETHCA BiJHOCHO BUCO-
KOI0 KiJIbKICTIO XMOHOIIO3UTUBHUX pe3y/IbTaTiB,
OCKITBKY HEMOX/IMBO Ay epeHIiIoBaTy eiuH/
i3071€MIIMH Bifl TiZPOKCUIIPONTIHY NIPYU CKPUHIHTY
3a JIOIIOMOIOK TaH/IEMHOI Mac-CIIEKTPOMETPIi.
[ligTBepmKEeHHA AiarHO3y MOXX/IMBE 3a JIOIIOMO-
TOI0 aHaJIi3y aMiHOKMCIIOT Y I/Ia3Mi Ta cedi — mpu
NEeMMHO31 aHajli3 IIa3MM IIOKa3y€e MiIBUIEHHA
PiBHA JIEMILIVHY, i30/IeMILIMHY, a/I/I0-i130/IeIMHY Ta
Ba/liHy (aMiHOKNMCIOT 3 pO3Tamy)XeHUM JaHIJIO-
TOM), a aHa/Ii3 OPraHiYHMX KUC/IOT y cedi oKa3ye
aHOMAJIbHI TiPOKCU- Ta KETO-KUC/IOTU 3 pO3ra-
JTY>KEHMM JIAaHIIIOTOM.

MerofoM [pyroro piBHA BBa)Ka€TbCA BU-
ABJIEHHA aJ/UIO-i30/IEMIIIMHY B CyXMX IUIAMax
kposi. IligBumeni piBHi amno-isoneitnuuy (> 5
MKMOJIb/TT) 3a6€31e4yIoTh BUCOKY crenudiuyHicTh
I 9YTIMBICTD HiaTHOCTUKMU JIEMLMHO3Y, @ TAKOX
JonoMaralTb B JudepeHIiHill miarHOCTUIN
NEeMMHO3Y Ta KeTOAUVJOTUYHINM TilloITiKeMii.
OpHak, HaBiTh IpM NiABUIIEHNX PiBHAX NENIVHY,
PiBEHD a/UI0-130/IEMLIIHY MOXKe He BUABIATUCA 1O
nIecTuIeHHoro BiKy. OpraHiyHi Kucnortu B cedi
MO>KHa BM3HA4YMTY 32 JOIIOMOTOI0 Ta30BOI XpOMa-
TO-Mac-CIIeKTpOMeTpii, AuHiTpodeHinrigpasnno-
BIX TECTiB i TecT-cMY>XOK 1A cedi [8].

TakyM 4MHOM, HaIO1/IbII BaXK/IMBUMU /I BU-
ABJIEHHA JIEMIIVIHO3Y BU3HAHO BUABJIEHHA KOPOT-
KOJIAHI[IOTOBUX aMIiHOKMCIOT (JIeiIjuH, i3071€ei-
IVH Ta Ba/liH) Ta a/UI0-i30/IeMIIVHY . AJITOpUTM
IiaTHOCTMKM HaBeeHOo Ha puC. 2.
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[Ticna crabinisanil craHy AUTUHY TPOBOAATD-
Csl IOAATKOBI abopaTopHi Ta iHCTpyMeHTanbHi
METOIM JOCTIIPKEHHA: MOJIEKYIAPHO-T€HETUYHE
JOCTiIKeHHs (BUAB/ISIETbCS MYTallisl, HaiOiIbII
gyacta B reri BCKDHB); KT ta MPT ronoBuoro
MO3Ky (Habpsk, rinomieninisanisa, arpodis ro-
JIOBHOTO MO3KY). MoOJeKy/IsipHe TeCTYBaHHA JO0-
CTyIIHE I YOTUMPHOX [BOAJENbHUX BapiaHTIB
naroreHHux rexis (BCKDHA (60% ycix Bunap-
kis), BCKDHB, DBT, DLD) [5,1]. Came Moneky-
NAPHO-TEHETUYHE TeCTYBAaHHA [I03BOJAE Kpalle
3pO3yMITM TIPOTHO3 i HANpPAMOK MEJUKO-TeHe-
TUYHOTO KOHCYNbTyBaHHA ciM'i. Kpim Toro, me
JI03BOJISIE TOYHO OLHUTY JiePiliuTHY CyOORMHNI-
10 BCKAD i BU3Ha4uTH B IOAA/IBIIOMY HiIXOAK
[0 iHAVBilya/IbHOI TepaIlil.

JIikyBa/mbHi 3aX0Au y AiTel i3 IEMMHO30M Ha
CbOTOJHI Teper6ayaroTh OBa OCHOBHI aCHEeKTH:
Ji€TOTEpallilo, fAKa CIpHUsAE€ HOPMAJIbHOMY pO3-

BUTKY AWTMHM Ta aKTUBHE JiKyBaHH:A HaIlaJiB
MeTaboiyHOI JexkoMIteHcanii. JIikyBaHHs cif
po3noYMHAT Ie IpY Miflo3pi Ha IMOPYLIEHHA
aMiHOKMC/IOTHOTO OOMiHY, Bifpasy micis 3abopy
Marepiajlly Ha aHa/li3y, He JO4iKyI4MCh pe3y/IbTa-
TiB. OCHOBHI IPUMHLIMIN CIelliasi30BaHOI Ai€Tu:
1) cyBOpe 0OMeXXeHHs CIIO>KMBaHH OiNKiB 3 Me-
Toto 3HIKeHH: piBHA AKPJL; 2) koMmmneHcais fe-
¢iunTy 6i1Ka aMiHOKMCIOTHUMY CyMillaMu, SAKi
He MICTATb JIeMIIMH, i30/1eIIUH Ta BasIiH (y miTein
CTApIIOro BiKy AeilluT 4aCTKOBO MOIIOBHIOETHCS
3a paXyHOK IIPOJIYKTiB POCTMHHOIO IIOXOJ KE€HHH,
OCKIZIBKM 3 4acoM (OPMYETbCA TOJEPAHTHICTD
o NeiiyHy); 3) 3abe3IedeHHs HOCTATHBOI eHep-
TeTUYHOI IIHHOCTI palioHy. A/IbTepHaTMBHUM
CIIOCOOOM JTiKYBaHHA, € TPAHCIUIAHTALLiA TeYiHKY
[10].

Merta ocnifi>KeHHs — Ha IPpUK/Iafi KIIHIYHOTO
BUIIAJIKY 3 BJIACHOI IPAKTUKN POSIUMPUTH 3HAHHA

Newborn screening

Tier 2 screening

Quantitative BCAAs
and alloisoleucine

XLE-OHPro: valine, leucine, isoleucine,
alloisoleucine, hydroxyproline

Puc. 2. Anropurym piarnoctukun MSUD
(https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5593394/)
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TiKapiB-TefiaTpiB Ta HEOHATOJOTIB OO 0COOMN-
BOCTell mepebiry neilinHo3y 3 MaHidecTalieo B
HeOHaTa/bHOMY Bili. [locmipkKeHHA BUKOHaHI i3
HOTPUMaHHAM IPUHIUIIB 6i0eTUKM BiIOBiZHO
no Ienbcincbkoi gexmapanii. Ha mposenenH:A Bcix
K/IHIKO-TIApaK/IiHIYHUX [OCIIPKEHb OTPUMAHO
noiHpOpMOBaHy 3rofy 6aTbKiB AUTUHIU.

Onuc kniHiYHOTO BUMTAJIKY

Xnonyuk 1., HapoguMBCA B IIOIOrOFOIIOMIX-
HoMYy 3akaji YepHiBerpkoi 06acTi Bif TpeThol
BariTHOCTI, sika nepebirana Ha ¢oHi aHemil 1 CT.
Ta XpOHiYHOTrO mienoHedpuTy. Maru mix yac Ba-
riTHOCTI 3HaXOAM/IaCh Ha OOMIKY B >KiHOYill KOH-
cynprauii IIPJI. Ilepma BariTHiCTb 3aKiHYMIAChH
HapOIPKEHHAM X/IOIIYMKa, AKMUII IIOMeP Y Billi 2 Mi-
CAIB y 3B’I3KY i3 IposiBaMu JerigpaTanii HOBO-
HAapOPKEHOT0 Ta CYyLOMHOro cuHApoMy (14 pokis
TOMY); IpyTa BariTHICTb - BUKMIHEM Ha 6 TVDKHI
BaTiTHOCTI.

Bik matepi Ta 6arbka Ha MOMEHT HapOJKeH-
HA IUTUHU — 34 Ta 36 POKiB, BiANOBiAHO. batbkn
3mopoBi. MaTi [10 3a4aTTs He IpaljioBaia, 6aTbKo
npaioBaB pisHopo6ounm. IlIkigmnsi 3Bnukn 3a-
nepeuyoTb. KpoBHOCIIOpifgHEHICTD HITI00Y 6aTh-
KiB IUTWHA 3a/IUIIAEThCA Hi nuTaHHAaM. Camgko-
BiCTb 10 JIiHiI MaTepi 0OTsDKeHa OHKOIATOIOTIE,
1o JTiHii 6aThbKa — CepleBO-CYMHHOIO ITaTO/IOTi-
ero. [lani mpo npuumHu cMeprti 6abycp Ta migycis
6arpka HeBigomi. [Tonorn I nuisaxom KecapcbKoro
pO3TUHY y TepMiHi recrauii 38-39 TikHui. Xiomn-
YUK HapoauBcA 3 Baroto 3600 r. 3arapHuii CTaH
OUTVHU IIPY HapOIPKEHHI OLliHeHUI AK 3a/I0B1/Ib-
Huil. Ha 5-Ty o6y >xurts 3 Baroto 3520 r gutuHa
Oyna BunucaHa gofomy. 3i criB MaTepi micis Bu-
MIMCKM BiTMidyaBCs HECIIOKIN IMTUHU, BimMOBa Bif
DKi, KBOJIE CMOKTaHHA Ta BTpaTa Baru. IIpoTsa-
rom 7-8 o0y KUTTS y AUTUHY BigmivaBcs ekcmi-
paropHuii crorin. Ha 9-ty o0y 3’aBuuch ToHiY-
Hi cygoMy, y 3B’A3KY 3 UMM AUTVHA eKCTPEHOIO
MeNMYHOI0 HoIoMoroio poctaBiaeHa mo OKHII
«YepHiBerpka o0/acHa AUTAYA KIIiHiYHA JIiKap-
HA» 1 rocmirtasisoBaHa y Bifii/IeHHA IHTEHCUBHOI
Tepanii HoBoHapomkeHux (BITH).

3arajibHMII CTaH JUTUMHU IPU MOCTYIIEHHA
no BITH posuiHeHmit AK BKpail TAXKKMUIL, aro-
HQJIPHUI 3a PaXxyHOK JuXalnbHMX posnajis (JH
III cr., 3a mkanoto Downes 8-10 6ariB, IMOKasHUK
catypauii (SpO2) - 68%), ceprieBo-CyAMHHOI He-

moctaTHOCTI (cTifika 6papmaputmis (40-50 yu/
XBW/IVIHY, CXWIBHICTD JI0 TinoTeHsil (cepenHiit ap-
tepianpuuit Tuck (MAP)) 35 MM.pT. CT., CUMIITOM
«Omigol wisiMu» 5-6 CeKyHJ, XONOJHI Ha JOTUK
KiHniskn), ypaxenusa IJHC (osHakum nomipaoi
KOMU, CYJOMHMI1 CMHApoM). Bara mpm mocry-
wieHHi - 3050 r (zedinut Barm > 15 %). Bpaxo-
BYIOYM BKpail Ba)XKUil CTaH AUTUHYU PO3IIOYATI
peaHimariiiiHi 3axoqyu B IOBHOMY 00cs3i (mTyy-
Ha BEHTWIALIA JIeTeHb, HEPAMMIT MAacaXX Ceplid,
BBEJICHHA aJIpeHaliHy, Tpupas3oBe OONIOCHE BBe-
nerH: 0,9 % ¢isionorivHoro po3unny B 06’emi 10
MJI/KT, BBefieHHs fodaMiny B 103i 15 MKI/Kr/XB Ta
nobyTamMiHy B 103i 10 MKI/Kr/XB).

[licna mpoBefleHMX 3aXOAiB BigMiyanach IIO-
3UTHBHA [VMHaMiKa y BUIJIAJI BiJHOBJIE€HHA Bi-
TalIbHUX (QYHKI, a caMe: 4acTOTa CEeplieBUX
CKOopoueHb- 146 yzu/xB., MAP 56 MM.pT.cT., SpO2
-92%, cumnToM «Omiffoi msiMu» o 3-4 CeKyH[.
BpaxoByro4n cTaH AUTUHMU, aHAMHECTUYHI JaHi,
BCTaHOBJIEHO IIOIIEepeNHiN iarHo3: l'inmosonemiy-
HMJ 10K 3 pPO3BUTKOM I10/IIOPraHHOI HEBIATIOBI-
HOCTI 3 ypaxkeHHsAM: iuxanbHoi cuctemu (JJH III
CT.), CepleBO-CyAuHHOI cuctemy (KombiHOBaHa
inorponHa migrpmmka), IJHC (momipHa koma,
CYJOMHUII CUHJIPOM, HaOpsK MO3Ky (KIiHi4HO),
IIUTYHKOBO-KMIIKOBOTO TPAaKTy (3HIDKEHHS TO-
JlepaHTHOCTI 0 roxyBanHs). CTaH micis ceple-
BO-JIET€HEBOI peaHiMaliil.

JuTtuHi npoBeneHi HaCTYIHI 0OCTeXXEHHS: 3a-
rajibHMIT aHasIi3 KpoBi, OioximMiuHMil aHami3 Kpo-
Bi, 3arajabHUII aHaJIi3 cedvi, IPY MOCTYIUIEHH] Ta
B AyHaMmini (6e3 0co6/1MMBOCTEN); KMCTTOTHO-TTYXK-
HUJI CTaH - O3HaKM MeTabOTiYHOTro auugo3y
(pH - 7,26); ynbrpasByKoBe HOCI/[)KEHHsI BHY-
TpilIHIX opraHiB (03HaKM MBOOIYHOI mienoex-
Tasii); exokappiorpadis (03HakyM MiHiMaabHOrO
BiIKpUTOTO OBaJIbHOTO OTBOpPY, AU/IATALIiA IIpa-
BUX BifjiniB cepiis); HelipocoHorpadis (o3Ha-
KM HaOpsKy MO3KY); peHTreHorpadis oprasis
rpyaHOI KIiTKM (KOopeHi yereHb iHQinbTpoBaHi,
He pO3LIMpPEHi, BifiMiYa€TbCA 3HIVDKEHHA IIPO30-
pocTi 060x nereHeBux mnomis. PebepHo-niadpar-
MaJIbHi CMHYCU BiNbHI); efleKTpoeHIedanorpama
(momipHi mudysHi 3MiHM 6iOpUTMIB TOIOBHOTO
MO3Ky 3J1iBa B TiM SIHO-CKPOHEBiil Ai/lsAHLI, pee-
CTPYETHCA eMi-aKTUBHICTD Y BUITIAJL «TOCTPa-II0-
BinbHa» xBus. llepebpanpHa aKTUBHICTD MiBU-
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IieHa); eneKTpokappiorpadis (pUTM CHHYCOBMIL,
NIpaBWIbHUM, €IEKTPMYHA BiCh Ceplid BifXuieHa
BrpaBo. O3HaKy MOMipHOTO IOPYILIEHHA PEINo-
pusanii Miokappy). [JuTuHa KOHCyIbTOBaHA BY-
3bKUMM CIIeljiajlicTaMu: HeBpOoroM (rimoxcmy-
Ho-ilmemiyHa eHuedanonaris, rocTpuil mnepiof,
cunappom npuraivenss [JHC III ct. Habpsik mo3-
Ky. [TomipHa KoMa); oTonapuHronorom (6e3 maro-
JIOTiYHUX 3MiH, OTO-aKyCTMYHA eMicisl poiifeHa);
OKyticTOM (IOMipHa AVIATalis BeH Ha OYHOMY
JiHi); TeHeTUKOM (BpojpKeHe MeTabosIiuHe 3aXBO-
PIOBaHH:, XBOPOOa «KJIEHOBOTO CHPOIIY» ?).

3a vac nepebysannsa y BITH pBiui orpumano
IIO3UTUBHMUII Pe3yNbTaT HEOHATAa/IbHOTO CKPM-
HIHI'Y Ha JIEMIVMHO3, 10 a0 3MOTY 3alifo3pUTI
MSUD. [Ina ysrof>keHHs TaKTMKM IIOAa/lbLIOTO
0OCTe)XXeHHs Ta JTKYBaHHA OUTKUHU, B TenedoH-
HOMY peXUMi IpoBefleHa KOHCY/bTallid i3 JIiKa-
peM-TeHeTUKOM MenuKO-TeHeTUYHOrO LIeHTPy
(M. JIpBiB), mikapem-reHetrikom MIT] OXMAT-
IOWT. PekoMeHIOBaHO: MONEKY/IAPHO-T€HETUYHE
IOCTi/pKeHHs, AieroTepamnis (rogyBaHHS CIeLji-
anpHOM cyminmio «MSUD Anamix infant»), tia-
MiH B 103i 10 Mr/kr/mo6y y 2 BBeleHHA IPOTATOM
3 TVDKHIB, KOHTPOJIb PiBHA alleTOHY B CeYi.

Y BITH mnposepieHe niKyBaHHA: peclipaTop-
Ha migrpumka (IIBJI - 9 pguiB, nCPAP-Tepamnis
- 3pHi), aHTUOaKTepianbHa Tepamis, iHQysiiHa
Tepallid, IPOTUCYAOMHA Tepallid, KyIyBaHHA
reMopariyHoro cmHApoMy (CBi>KO3aMOpOXXeHa
IJ1a3Ma, KaHaBiT), TiaMiH, 1[0 TO3BOIM/IO CTabiIi-
3yBaTl CTaH JUTUHIL.

[l nmopanbImoro JOOOCTeKEHHSA Ta JTiKyBaH-
HA IUTUHA IepeBefieHa Y Biji/IeHH IOCTIHTEH-
CMBHOTO JIOTJISIZLY, BUXOIKYBaHH Ta peabimitaii
HoBoHapomkeHux OKHII «HOJKJI» m.YepHisi.
3arajibHMIL CTaH JUTVMHMA Y Bififji/IeHH] 3a/M1I1aBcA
Ba)KKJIM 3a PaXyHOK HEBPOJIOTIYHOI CUMIITOMATH -
Ku. 36epiramacs 3aranbHa riloTOHis, Timopedrek-
cia. BifcyTHICTb CMOKTa/JIbHOIO Ta KAalllJIbOBOTO
pedrekciB. [JuTvHa BUTOOBYBaIach 4epe3 30H[
4yepes MopyleHHA KopTaHHA. Ilepiognyno Bifgmi-
YajIICh HaIlay allHoe, oTpeba B caHallii BepXHix
[VXa/JIbHUX IUIAXiB. 36epiraBca «crenydiqamin
COMIOIKYBATUI 3aIlaX cedi HOBOHAPOIKEHOro. Y
Bifiji/IeHH] IPOJOB)XEHO JIIKYBaHHA: BUTOMIOBY-
BaHHs cymimmo «MSUD Anamix infant», indy-
3i/IHa TepamisA ITII0KO30-COIbOBYMM PO3YMHAMIU,

npoTUCygoMHa Teparis (dpeHobapbiran), Bitami-
HoTepamis (tiamiH, BiTamiH A), MeTabomniuHi npe-
napaTy (JIeBOKapHITUH).

3a pesynbraTaMy IPOBEJEHOTO MOJEKY/IAP-
HO-T€HETUYHOIO JOC/i/PKEHHA BUABJIEHO MYyTa-
nito reny BCKDHA, a came BapianT ¢.632C>T
(p.-Thr 211 Met) B roMO3UTOTHOMY CTaHi, 110 MifI-
TBEPAWIO JiarHo3 nenunuosy la Tumy. Llen Bapi-
aHT K1acu@ikoBaHMIl, SIK TATOTeHHMIA.

HesBa)xarouy Ha KOMIUIEKC IIPOBENEHMX 3aXO0-
7iB, Ha QOHI Pi3KOTO MOTipIIeHHS CTaHy y BUIJIAL]
HapOCTaHHA IPOABIB [AMXa/JTbHOI HELOCTATHOCTI,
O3HaK Jerigparalnil 3a paXyHOK IIaTOJIOTIYHUX
BTpaT, CeplieBO-CY/IMHHOI HeJOCTAaTHOCTI (BMpa-
JKeHa CXWIbHICTD [0 Taxikappii) y Bini 1 micsms
28 OHIB maHUI BMHOAJOK 3aKiHYMBCS JIETaJbHO.
Big mpoBepeHHs aBTOICiT 6aThKM Bi{MOBMIVCE.
Hiarnos xminiyHmit: Jleiinuuos Ia Tumy, HeoHa-
TanbHa (k1acuyHa ¢opma), Baxkuit nepe6ir. [i-
IOKCUYHO-illleMiyHa eHIedaonaris, TOCTPuUil
nepiosi, cunppom npurhivensa ITHC III cr. Ha-
Opsik Mo3ky. IlomipHa xoma B aHamHesi. Cygo-
MHMII cMHApOM. Jlerifiparanis HOBOHAPOIKEHUX
(rimoBo/IeMiYHMII IIOK) 3 PO3BUTKOM IOJIIOpraH-
HOI HEBIJIOBITHOCTI 3 ypaK€HHAM: [IMXa/IbHOI
cucremn (IH IIT cT1.), cepueBo-cyanHHOI cucre-
My, [THC, 1UTyHKOBO-KUIIKOBOTO TPAaKTy (3HU-
JKEHHA TOJIEpaHTHOCTI jo rogyBaHH:A). CraH
Hic/s ceplieBo-yereHeBoi peanimariii. JJBo6iuHa
I1i€/I0EKTa3id.

BMCHOBKI

JleluyMHO3 — PpifiKiCHA CIIaJKoBa OpraHidYHa
anyeMis, ob6ymoBieHa fiedilluToM HeriporeHa-
3M KETOKMC/IOT 3 PO3TaJ]y>K€HMM JIAHLIOTOM Ta
HOPYIIEHHSIM MeTabo/m1i3My aMiHOKUCTIOT JIeNIu-
HYy, i30/eiiuuny, Baniny. [IpegcraBnenunit Kininiv-
HUJI BUIIAZIOK IE€MOHCTPYE, 110 XBOPOobHa «KJIeHO-
BOTO CUPOIY» — 3aXBOPIOBaHHs, siKe MaHidecTye
HecrenVpiYHMMM Ta MYIBTUCUCTEMHUMU Ypa-
JKEHHAMMY, CK/IaJJHO JIIarHOCTY€EThCA Ta, Y BUIIAJKY
HECBOEYACHO PO3IIOYATOro CrenyugivHoro miKy-
BaHHA, LIBUJKO IIPOrPeCy€e B HEOHATA/IbHOMY BiIli
i MO>Xe IPM3BOAUTU [O PO3BUTKY MeTaOONIYHOI
JNEeKOMIIeHcallil Ta 3aBeplIUTUCA 7eTanbHO. Lle
00YMOBIIIOE BOXK/IMBICTh IPOBENEHHS MEIVKO-Te-
HETUYHOTO KOHCY/IBTYBAaHHA 3 MOJIEKY/IAPHO-Te-
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HEeTUYHVM JIOCTIIPKEHHAM IVIOAY B POIMHAX 3 00-
TsOKEHVM aHaMHE30M Ta BM3HA4YeHHsA HOCINCTBa
IIOZIPY>K>KAM ITaTOIOTIYHMX MY Tallil, 1110 CIIPUYNA-
HAIOTb BO)KKi BPO/KeHi NOpYIIeHH MeTabomi3My
y IJIOAY, 30KpeMa.

Konrmikr inTepeciB. ABTOpM 3asB/IAIOTH IPO
BifICYTHICTh KOH(TIKTY iHTepeciB Ta BracHOI ¢i-
HAHCOBOI 3aL]iKaBJIEHOCTI IIPY MiArOTOBLi CTATTi.

Ixepena ¢iHancyBaHHA. BUKOHAaHHA HaHOTO
JOCTiI>KeHHs Ta HAIVICAHHS PYKONUCy Oyno Bu-
KOHAHO 0e3 30BHIIIHbOTO (piHAHCYBaHHS.
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TNEMUMHO3 B MPAKTULL JTIKAPS-HEOHATOSOTA (KIIHIYHMA BUMALOK)

LEUCINOSIS IN THE PRACTICE OF A NEONATOLOGIST
(clinical case)

Kretsu N.M., Lastivka 1.V.,Kuzmenko L.M.
Bukovyna State Medical University, Ukraine
kretsu.nataliia@bsmu.edu.ua

Background. Leucinosis ("maple syrup urine disease ") is a hereditary disease with an autosomal recessive type of
inheritance, the basis of which is a violation of the metabolism of organic amino acids. The disease is characterized by the
development of a life-threatening condition, accompanied by developmental delay, suppression of neuro-reflex excitability,
a specific smell of urine (the smell of "maple syrup"), ketoacidosis, hypoglycemia. There are five clinical phenotypes of
leucinosis: classic, intermediate, intermittent, E3-deficient, and thiamine-sensitive.

Aim: To expand the knowledge of pediatricians and neonatologists regarding the clinical and paraclinical features of the
course of leucinosis.

Materials and methods. The article presents a clinical case of clinical-paraclinical and molecular-genetic features of the
course of leucinosis with manifestation in the neonatal period.

Description of a clinical case. Boy L, from the third pregnancy, which occurred against the background of anemia of the
Ist century and chronic pyelonephritis. The first pregnancy ended with the birth of a boy who died at the age of 2 months due
to the manifestations of neonatal dehydration and convulsive syndrome (14 years ago); second pregnancy - miscarriage at 6
weeks of pregnancy. From the 5th day of life, the child's restlessness, refusal to eat, weak sucking and weight loss were noted.
During the 7-8th day of life, the child had an expiratory moan. On the 9th day, tonic convulsions appeared. During the stay
at the NICU, a positive result of neonatal screening for leucine was obtained twice. According to the results of the conducted
molecular genetic research, a mutation of the BCKDHA gene, namely the variant ¢.632C>T (p.Thr 211 Met) was found in a
homozygous state, which confirmed the diagnosis of type Ia leucinosis.

Conclusion. The presented clinical case demonstrates that leucinosis is a disease that manifests non-specific and
multisystem lesions, is difficult to diagnose and, in the case of untimely started specific treatment, rapidly progresses in the
neonatal age and can lead to the development of metabolic decompensation and end in death.

Key words: leucinosis, newborn, molecular genetic testing.
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